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3ansarue 1. HACJIEJJCTBEHHOCTD U ITATOJIOTI' A

Hensb 3ansTus: popMupoBaHue MPeICTaBICHUN O POIU METUIIMHCKON T€HETUKH B CTPYKTYpE
MEAMIMHCKHUX AUCUHUILIIMH, 00 3THOJIOTUH, TATOreHe3€e, KIMHUYECKUX MPOSBICHUSAX U
KJTacCU(PMKAIIMN BPOXKICHHBIX U HACJICCTBEHHBIX 00JIE3HEH, OBJIaIeHUE HABBIKAMHU UCIIOIH30BaAHUS

KJIMHUKO-T€HEeaJI0rn4eCKOro MeTo1a.

CryzaeHT IOJIKEH 3HaTh

1. Ponb 1 3a1a4n MEMIIMHCKON TE€HETUKU B OOIIIEH CHCTEME 3/paBOOXPaHEHHUSI.
2. IlpnunHbl BOSHUKHOBEHMSI HACIEICTBEHHOM 1 BPOXKICHHON IaTOIOTHH.

3. Kinaccuduxanuto Mmyranuii Kak IpUIMH HACJIEICTBEHHBIX O0JIe3HEH.

4. Knaccudukanuio HacleACTBEHHbIX O0NIe3HEH.

5. OcHoBBI TeparTorenesa, kinaccudukamnmio BIIP.

6. Ponb ontenkn Mop(oreHeTHIeCKNX BapUAHTOB PAa3BUTHS B TUArHOCTUKE HACIICICTBEHHOMN

MaTOJIOTHH.

7. OCHOBBI KIIMHUKO-TEHEAIOTHYECKOr0 METO/IA.

CTyAeHT I0JIKEeH yMETh

1. Pacnio3HaTh HaClIeZICTBEHHBIN XapakTep 3a00IeBaHusl.

2. O1eHNTh 3HAYMMOCTh MOP(OreHETHUECKIX BapUAHTOB PAa3BUTHSI.
3. OneHuTh XapakTep HACICICTBEHHOr0 3a00JIeBaHUs y TPOOaH .
4. CocTaBUTh U MPOAHAIN3UPOBATH POIOCIOBHYIO.

1. IPEJJMET MEJIMLIMHCKOM 'EHETUKU

1.1. BBenenue B MEIMIIMHCKYIO TEHETUKY

Cpezm OHOJIOrHYECKHUX JUCHUIIIINH I'CHCTHUKA 3aHNUMACT ocoboe mmonoxenue. OHa HU3y4acTt
YHUBEPCAJIbHBIC I BCCX JKMBLIX CYHICCTB 3aKOHBI HACJICACTBCHHOCTHU U U3SMCHYNBOCTH, PACKPLIBAs

CYIIHOCTB BOCITPOMU3BOACTBA BCCX JKUBBIX (bOpM B CJICAYIOIINX ITOKOJICHUAX.

I'eneTuka yenoBeka He TOJIBKO HN3y4acT 3aKOHOMCEPHOCTHU HACICACTBCHHOCTH U U3MCHUYHUMBOCTHU Ha
BCCX YPOBHAX OpraHu3aliiu U CylICCTBOBAHUA (MOJ'ICKy.TISIpHOM, KJIICTOYHOM, OPraHu3MCHHOM,

MOMYJIALIMOHHOM), HO U CTPEMUTCS HAUTH CITOCOOBI YIIPABIIEHUS UMHU.

Havanom pa3BuTusi reHETUKH Kak Hayku npuHATo cuutath 1900 r., xoraa Tpu 6oranuka - X. 1e
Opu3 (lNomnanaus), K.O. Koppenc (I'epmanus) u 3. Uepmak-3eiizenerr (ABCTpus) HE3aBUCUMO APYT
OT Jipyra NOATBEPIMIINA BaKHEHIIINE 3aKOHOMEPHOCTH Hacle0BaHUs MIPU3HAKOB B TOTOMCTBE,
YCTaHOBJIEHHBIE 3a 35 JIeT 0 HUX YEIICKUM ecTecTBoucHbITaTeneM I'. Mennenem.

HCTOpI/II-O TCHCTHUKHU YCJIOBHO MOXXHO ITOAPA3ACIUTh Ha TPU OCHOBHBLIC OI1OXU.



1. Dnoxa wiaccuyeckoii renetuku (1900-1930). B sToT nepuo ObUH CO3AaHBI TEOPHSI TeHA,
XPOMOCOMHasl TEOPHUsl HACIIEICTBEHHOCTH, pa3padoTaHO y4eHHUE O B3aUMO/IEHCTBHE I'€HOB, (PeHOTUIIE

U T'CHOTHUIIC.

2. Dnoxa Heoknaccuueckoil reneTuku (1930-1953). B aTot niepuoz Obl1a OTKPBITa BO3MOXKHOCTh
HCKYCCTBEHHOTO IMOTYYSHHSI U3MEHEHU B TEHAX U XPOMOCOMaXx (IKCIIEPUMEHTAIbHBINA MyTareHes);
00HapyXKeHO, UTO I'eH - CII0XkKHas cucTeMa, JpoOuMast Ha 4acTH; 00OCHOBAHBI IPUHIIUIIBI T€HETUKU
TIOMYJIALIUN 1 BOJIOIMOHHON T'€HETHKH; CO3/JaHa OMOXMMUYECKasi TeHETHKA U JJOKa3aHO, YTO

modekyibl JJHK ciyxar ocHoBo# reHeTnyeckoil HHpopManuu.

3. Dnoxa cuHTeTn4Yeckor reneTuku (¢ 1953 r. mo Hacrosmee BpeMs). B aToT mepuos Obu1a packpeita
crpykrypa JIHK; nmokaszana ee reneTnueckasi 3Ha4MMOCTb; YCTAHOBIEHO TOUHOE YMCIIO XPOMOCOM y
YeJI0BEKA; BO3HUKIIA HOBAs IMCLUIUIMHA - KIMHAYECKAs! IUTOI€HETUKA; IIOIy4YIa JalbHEnIIee
pa3BUTHE TEOpUs T€HA U MyTallUii; TIOIy4YeHbl HOBBIE JaHHBIE B 00JaCTH OMOXMMUYECKOH,
9BOJIFOLIMOHHOM, KOJIOTMYECKOM, IMMYHOJIOIMYECKOM, OHKOJIOTMYECKON T€HETUKH; CO3/1aHa
texHoiorus pekomonHanTHeix JJHK (rennas nmxenepust). buonorndeckne cBoiicTBa yenoBeka B
STOT MEPUOJI CTAHOBSATCS IIEHTPATBHBIM 00BEKTOM IeHETHYECKUX HCClleToBaHui. VX oObeanHeHme ¢
MOJIEKYJIIPHOW T€HETUKON M MOJICKYJISIPHON METUITMHON 00ECTIeUMIIO CHHTETUIECKHH TTOIX 0T K

npobJieMe HacIeICTBEHHOCTH.

CoBpemeHHas reHeTHKa TECHO B3aUMOJICHCTBYET ¢ (pyHIaMEHTaIbHBIMUA HayKaMH - (PU3HUKOM,
XUMHEH, MaTeMaTUKOH, OMOIOTHEH, SKoorueit u ap. biiarogaps 3Toit B3aMMOCBSI3U B CEpEIHE
MIPOLLJIOrO BeKa IMOSBUIIMCH CAMOCTOSITENIBHBIE CIIEUAIN3UPOBAHHBIE Pa3/IENIbl TEHETUKN: T€HETHKA
YeJI0BEKa, MOMYJISIUOHHAs T€HETUKA, [IUTOI€HETUKA, MMMYHOI€HETHKA, OHKOT€HETHKA,
¢dapmakoreneruka. OTHOCHTEIHHO HEJABHO B OOMXO/] HAIIEH JKU3HU CTAIH BXOAUTH TAKUE TOHATHS
Y TEPMUHBI, KaK F€HOM, MOJIEKYJISIpPHAs LUTOT€HETHKA, YKOJIOTMYECKasi TEHETHKA, TEHOMUKA U
IIPOTEOMHUKA, MOJIEKYJIIpHAs. MEIULIMHA.

MeauuuHCcKasi reHeTHKa - COCTaBHAs 4acTh M'€HETHKHU desoBeka. OHa n3ydaeT 3aKOHOMEPHOCTH

HACJICACTBECHHOCTU U UBMECHYUBOCTHU C TOYKHU 3PCHHUA IIaTOJIOIU YE€JIOBCKA.

Oco0bIii pa3gen MeIUIIMHCKOW TeHETHKH MPEICTABIISACT KIMHUYEeCKas TeHETHKA, HCCIICTYFOIIast
BOMPOCHI TATOr€HEe3a, KITIMHUYCCKUX TIPOSBICHUM, THArHOCTUKH, IIPO(PHIAKTUKH U JICUYCHUS

HaCJICACTBCHHBIX OoJie3Hen.

33.,[[3.'—11/1 MEJIUIMHCKON T€HETUKU

1. HSy‘I@HHC POJIM TCHCTUYCCKUX U BHCIIHUX q)aKTOPOB B pa3sBUTUHU HaCHGHCTBeHHOﬁ naToJIOIrnuu.
2. HBy‘ICHI/Ie XapaKTepa HACIACAOBAHUSA U ITPOABJICHUSA MTATOJIOTMYCCKUX I'CHOB.

3. Pa3pa60TI<a MNPUHLUIIOB KHaCCHq)HKaHHH, JUarHoCTHKU U HpO(l)I/IJ'IaKTI/IKI/I HaCJICACTBCHHBIX

3a00JIeBaHUIA.

4, I/I3yqe1—me XapakTepa HaCHeHCTBeHHOﬁ IMaToOJIOru1 Ha MOJICKYJIAPHOM, KJIICTOYHOM,

OPraHu3MEHHOM U NOIMYJISAIUOHHOM YPOBHX.

5. BrisBiienue pacupoCTpaHCHH HACJICACTBECHHBIX Oone3Hell u BPOXACHHBIX ITOPOKOB PA3BUTHUA.



6. CoBepIieHCTBOBAHNE METOA0B T'€HHON MH)KEHEPUH C 1IeJIbI0 TEHOTEPAIuy U MOJIy4eHHUsT HOBBIX

JICKApCTBCHHBIX BCIICCTB.
7. lllupokoe 1 MoBceMeCTHOE BHEAPEHUE MEIUKO-TEHETHIECKOr0 KOHCYIbTUPOBAHUSI.
8. Pa3zpaboTka MeT0/10B MPOPHIAKTHKN HACIEACTBEHHBIX OONe3HEN.

Kak 00beKT reHeTHYeCKUX MCCIICIOBAaHUI YEIIOBEK YPE3BBIYAHO CII0KEH. DTO CBSA3aHO B ITEPBYIO
ouepesib ¢ OCOOCHHOCTSIMU €TI0 TEHETHYECKOW OpPraHu3aIliy U CIIOKHBIM XapaKTepOM HaCJIeI0BaHUS
MHOTHX MIPU3HAKOB. Y 4YeJI0BEKa M0 CPAaBHEHUIO C JPYTUMHU MPEICTABUTEIIMU KUBOTHOTO U
PACTUTEIHFHOIO MHPA OYCHb OOJIBIIION 'eHOM, COCTOSIITUEN 13 0KOJI0 18-22 ThIC. T€HOB, MMEIOIIIMX
okoJyio 3,3 mupa rmap HykieoruioB. Oomas uymaa Mmojekys JIHK B kax ol kiieTke yenoBeka

COCTaBJISIET OKOJIO 2 M.

N3 obmiero kommvecTBa TEHOB YeI0BEKa B HacTosIIee BpeMs naeHTudummpoano 6onee 20 ThIC. 1

OKOJIO MOJIOBUHBI UX KapTUPOBAHBI HA MHAUBUYaIbHBIX XPOMOCOMAX.
1.2. Myranuu Kak 3THOJIOTHYeCKUi (haKTop HACIIEICTBEHHBIX OOJIe3HEH

OCHOBHBIC HCTOYHUKH BO3HUKHOBCHHS HACIEACTBEHHBIX OOJIe3HEH - MyTauu (0oT jar. mutatio -
n3MeHeHue). MyTaluu - KOJTUYSCTBEHHBIC M KQUeCTBCHHBIC N3MEHEHUS B HACIICACTBEHHBIX
CTPYKTypax (TeHax, XxpoMocoMax). MyTaluu BOZHHKAIOT BHE3AITHO, HACICAYIOTCS, IIOCTOSTHHBI B
CBOEM TIPOSIBIICHUH, TOCTATOYHO PEIIKHA, MOTYT OBITh BPEIHBIMH, ITOJIC3HBIMHA W HEHTPaTHHBIMHU.
[TosIBISIFOTCSI MyTaIu| B pe3yiIbTaTe JSHCTBHS OMOTOTHIECKUX, XUMUIECKUX M (PU3UICCKIX
(hakTOpOB.

buonocuueckue dhaxTopsl: BUPYCH, OaKTepUH, MOOMITHHBIC TEHETUIECKHUE AIIEMEHTHI, HEKOTOpPhIE

(hepMeHTHI U Jp.

Xumuueckue daxropsl: uykepoaubie JJHK u PHK, anamorn a3oTHCTBIX OCHOBaHHUI HYKJICHHOBBIX
KHUCJIOT, MHOTHE JIKWJIMPYIOIIUE COSTUHEHNS, TECTUIIN/IbI, HEKOTOPHIE JIEKApCTBEHHBIE MTPENaparhl,

OMOTIOTUMEDHI U JIP.

Qu3zuueckue HaKTOPHI: HOHUZUPYIOIIEE U YITPA(PHOICTOBOE N3ITydCHUE, BBICOKHE U HU3KHE

TEMIIepaTyphl, BBICOKOYACTOTHBIE TOKU H JP.
Brienstor crneayromue TAIbI MyTaIHi.

1. 'ennbie (M3MEHEHHS B COCTaBE TCHA).

2. XpoMOCOMHBIE (I3MEHEHUE CTPYKTYPBI XPOMOCOM).

3. 'eHoMHBIE (M3MEHEHUE YUCIIa XPOMOCOM).

4. [TutonazmMaTuyeckue (M3MEHEHHsI HesIEPHBIX TEHOB).

OcHOBHAasl YacTh MYyTallli, BOSHUKAIOIINX Y YEJIOBEKa, OTHOCUTCS K TeHHBIM MyTarusiM. OHu
CITyKaT MPUYUHOU OONBIIMHCTBA HACIICJICTBEHHBIX 3a00I€BaHN M BOZHUKAIOT HA BCEX CTa/IMSIX
OHTOTeHe3a. [ 'eHHbIe MyTaIlMK B TIOJIABIISIONIEM OOJBITUHCTBE 3aTPAaruBalOT OJIMH WIIM HECKOIBKO
HYKJICOTHUJIOB (HYKJICOTH] BKIIOUAET a30THCTOE OCHOBAHUE, YIIIEBOJI IEHTO3Y U OCTaTOK (hochopHOI

KHUCJIOTBI).



Ha monexynsipHOM ypoBHE MEXaHU3MbI T€HHBIX MyTallMii MOT'YT OBITh PEACTABJICHBI B BUJE 3aMEH,
BCTAaBOK, BBINTAICHUS U [IEPEMEILICHUS HYKICOTHUIOB B IIPEIEIax OTAEIbHBIX T€HOB, BEYILHNX K
KayeCTBEHHOMY U KOJIMYECTBEHHOMY M3MEHEHHUIO COOTBETCTBYIOIIUX OCIKOBBIX MPOAYKTOB. | eHHBIE
MyTalluy IPUBOASIT K U3MEHEHUIO TeHOTUNA U (DEHOTUIIa U MOT'YT MepeIaBaThCs U3 MOKOJICHUS B

IIOKOJICHUC.

Kaxaplit uenoBek yHUKaIEH, a er0 YHUKAIBHOCTh CBSi3aHa C MOJMMOP()HU3MOM T€HOB - H3MEHEHHUSIMH
OTJIEJIbHBIX HYKJIeoTH10B B MoJiekyie JIHK, mpuBoasiimMu K U3MEHEHHUIO CBOWCTB I'eHa.
[TonmumopdHBIMH TPUHATO HA3bIBATh I'€HBI, KOTOPBIE MPEACTABICHBI B TIOMYJSIIUN HECKOIBKUMHI
Pa3HOBUIHOCTSAMH - JIJICNISIMU. BOJBITMHCTBO M3BECTHBIX MOIUMOP(HHU3MOB BBIPAKAIOTCS JINOO B
3aMeHax OJHOTO HYKJIEOTH/a, MO0 B M3MEHEHNH uuciia noBropsmomuxcs Gparmentos JJHK.

['ensl B opranusme npeacTaBiaeHbl JBYMS aIEsIMU, OJIMH YHACJIEIOBAH OT OTLA, IPYroM - OoT
Matepu. Ecim 00a ansenst iIeHTHYHBI, TO OPTraHU3M TOMO3HUTOTEH, €CITH Pa3HbIE -

reTepo3uroreH. ['enernueckue moauMoppu3Mbl y 4eJI0BEKa BCTPEUAOTCS FOpa3 o valle, 4eM
Mytanuu. ['eH cantaercs moauMophHBIM, €CIIA €r0 CaMblil pacIIpOCTPaHEHHBIN AJIJIENIb BCTPEUACTCS
MeHee yeM y 99% mroneit. OTindre MyTanuii OT TEeHETHYECKUX TOTUMOP(GU3MOB HOCUT CKOpee

KOJIMYECTBEHHBIN, YeM Kaue€CTBEHHBIN, XapaKTep.

I'enernyeckue monmuMopdu3Mbl He BCETIa HEHTPaIbHBI U O€3BpEIHBI. B HEKOTOPHIX CHUTYAIUSX OHH
MOTYT IPUBOJINTH K U3MEHEHHUIO T€HETUYECKOT0 KOa U TEM CaMbIM BBI3bIBATH 3AMEHY OJIHON
aAMUHOKHCJIOTHI Ha APYTyI0. Takne n3MEeHEHUs BICKYT 32 cOO0M HEMpaBMIIBHOE W HEMOTHOIIEHHOE
(YHKIIMOHUPOBAHUE Psi/ia HACTEICTBEHHBIX CTPYKTYP, BBI3bIBasI HACIICIACTBEHHYIO (T€HETHYECKU

00yCJIOBIICHHYIO) TIPEPACIIONIOKEHHOCTD K Pa3IMYHbBIM 3a00JIEBaHHUSIM.

Hpyroii kj1acc MyTalui - TCHOMHBIE U XPOMOCOMHbBIE. [ €eHOMHBIE MyTallMy - U3MEHCHUS YHCIa
OTJICJIEHBIX XpPOMOCOM (aHESYIUIOUIMH ) WITH 1I€JI0T0 XPOMOCOMHOT0 HaOopa (TTOIHUTIIIONTHH ).

XpOMOCOMHBIE MyTAIlMH - HAPYIIECHHS CTPYKTYPBI CAMOH XpPOMOCOMBI.
1.3. Kitaccudukanus HaclIeZICTBEHHBIX OOJIe3HEH

B Hacrosimiee BpeMst ucnonb3yercs pabodast kiaccupuKalys HacleACTBeHHBIX 3a00ICBaHIH,

npemioxennas B.W. iBanoBbiM B 2006 1. B Hell BbICIICHBI CIICIYIOIINE TPYIIITHI 3a00ICBaHHHA.

* MoOHOreHHbIE (MCHH@HHDYIOHIHC) 60H63HI/I, BbI3bIBACMBIC MYTaL[PIeﬁ OIHOI'o reda, J0Js1 KOTOPBIX

OT BCCX HACJICACTBCHHBIX Oomesneit cocrapisieT 2-4%.

* XpoMOCcOMHBIE 00JI€3HH (CHHIPOMBI), BO3HUKAIOIIUE B PE3y/IbTaTe HAPYIICHHS YUCIIa UITH
CTPYKTYpPbI XpOMOCOM, OOIIHMI 00BEM KOTOPBIX OT BCEX HACJIEACTBEHHBIX OOJE€3HEHN HE MPEeBbILIAeT
1%.

* MHorodakTopHsbIe (ITOJUTeHHbIE) 00JNIe3HN, BOSHUKAIOIINE B PE3YJIbTaTe B3aUMOICHCTBUS
MHO’KECTBA I'€HOB U (PaKTOPOB BHEIIHEH cpenbl. B aTy rpymmy Takke BXOAAT OO0Ne3HU
COMATHYECKHX KIJIETOK (OIyXO0JH, O0JNIe3HU cTapeHus u ap.). OOumii BKIIaa 3TOH Ipymbl

3a00JIeBaHUIl B HACJICACTBEHHYIO MATOJIOTHIO cocTaBisieT 92-94%.

* bone3nu ¢ HETPAAULIMOHHBIM TUIIOM HACJIICAOBaHUA (MI/ITOXOHI[pI/IaJ'H:HLIe 6OH63HI/I, 0oJIe3HU
TCHOMHOI'O UMIIPUHTHUHIA, 00JIe3HH IKCIIAaHCU U TPUHYKIICOTUIHBIX HOBTOpOB). MI/ITOXOHI[pI/IaJ'H)HI)Ie

00JIe3HN BO3HMKAIOT B pe3ynbTaTe noppexaeHus muroxonapuansuoit JJHK (mt/IHK) n



HacJeAyTCs 10 MaTepUHCKOM JIMHUY. [Ipyn BO3HUKHOBEHUHU MyTaluid B MUTOXOHApuaibHoi JTHK
HapylIaercs s3HeproodecnedeHHocTh KiIeTok (cunTe3 AT®). bone3nu UMIpUHTHHTa BO3HUKAIOT B
pe3ynbTare pazauduil GyHKIWUK TeHOB (XpOMOCOM HMJIM T€HOMA) B 3aBUCUMOCTH OT POAMTEIIHCKOTO
MIPOUCXOXKICHUS (pa3iIrydHasi YKCIPECCHs OTIOBCKUX U MAaTEPUHCKUX I'eHOB). bone3Hu skcrancuu
TPUHYKJICOTUIHBIX (TAaHAEMHBIX MHUKPOCATEIUTUTHBIX ) TIOBTOPOB CBS3aHBI C OCOOBIM MEXAHU3MOM
MYyTaluH - MaTOJIOTHYECKUM YBEIMYECHUEM YHUCIIa KOMUI BHYTPUTCHHBIX TIOBTOPOB BHIIIIE
OIPENIeTICHHOT0 YPOBHSI (TaK Ha3pIBaeMas TMHaMuueckas mytaius). OOmmii 00beM 3TOi rpynmsl OT

BCEX HACJIE/ICTBEHHBIN 3a001eBaHuil He MpeBbimaet 1%.

* Bonesnu reneTnyeckoil HECOBMECTUMOCTH MaTEePH U TUIO/Ia BO3HUKAIOT B PE3yJIbTaTe
MMMYHOJIOTHYECKOW peakIiuy OpraHu3Ma MaTept Ha aHTUTeHbI miona. O0beM OT Beex
HACJIEJICTBEHHBIX 00JIe3HEH TaKke He mpeBbImaeT 1%.

1.4. Teparorenes u BpOKI€HHBIE IOPOKU Pa3BUTHS

Tepatorenes (ot rpeu. teras, teratos - ypoux, 4yoBuIIEe; YpOJACTBO) - BOSHUKHOBEHHUE YPOJICTB
(BpOKI€HHBIX TOPOKOB PA3BUTHS) B PE3YJIbTaTe KaK HEHACIIEICTBEHHBIX, TAK M HACJIEICTBEHHBIX
M3MEHEeHUH, HapUMep PacIleInHbl BEpXHel ryObl u HEOA, BPOXKIEHHBIC TOPOKH CepIia,

HAapyILIEHUs Pa3BUTHUA IIOJIOBOW CHCTEMBI U JP.

Bpoxnennsie nopoxu pa3sutus (BIIP) Bo3HHKa0T BHYTpUYTPOOHO B pe3yinbTaTe HapyIIeHUs
MIPOIIECCOB PA3BUTHS 3apO/IbIIa. ITO STHOJIOTHIECKH TeTepOreHHas TpyIa HapymeHnid. B ux
OCHOBE MOT'YT JIe)KaTh XpOMOCOMHBIE adeppalni, TeHHbIe U TeHOMHBIE MYTaIliH, BPOXKICHHbBIE
MMMYHOJIOTHYECKHE HapyIIeHNs, BHYTPHYTPOOHBIE HHPEKINH C TIOPAKEHUEM I1J10/1a, BIUSHHUE
JPYruX BHEITHECPEIOBBIX (haKTOPOB.

®opmupoBanune BIIP - pe3ynpTar OTKIIOHEHHI OT HOPMAJIBHOTO Pa3BUTHSA. B kaxaom
(dbopmMo0OpazoBaTETHLHOM MPOIECCE MOKHO BBIACTUTH TPU OCHOBHBIX JTara: AeTEPMUHAINIO KIIETOK,
ux muddepeHIPOBKY U COOCTBEHHO MopdoreHe3. HapyieHue mo00ro U3 3TUX ITArioB MOXKET

CTaTh IPUYMHON Pa3BUTHUS MOPOKA.

JlerepMuHAIIHS KJIETOK - TIPOIIECC, KOHTPOJIMPYEMBIH reHaMu. DMOpHOHAIBHEIN MopdoreHnes
OCYILECTBIISETCS MTPU B3aUMOJEHCTBMM F€HOTHUIIA 3aPO/BIILIA U OPraHU3Ma MaTEPU U CBS3aH C
IporeccaMy pa3sMHOKEHUS, pocTa, MU GHepeHIIMPOBKH, MUTPALIUU U OTMUPAHHS KIETOK. DTH
MIPOLIECCHI KOHTPOJIUPYIOTCS CII0KHBIMH B3aUMOJEHCTBUSAMU T'€HETUUECKHX, SITUT€HOMHBIX
(CBSI3aHHBIX HE C MYTAI[MSIMH, a C ©3MEHEHUEM aKTUBHOCTH T'€HOB) U BHEIIHUX (DaKTOPOB,
OIpENEISIIOIINX BPEMEHHYIO M TPOCTPAHCTBEHHYIO MOCIIEI0BATEIbHOCTh IKCIPECCUU (BKIIOUEHUS U
BBIKJIFOYCHHS) OJIOKOB I'€HOB M TEM CaMbIM TU(PepeHIIUPOBKY KIeTOK U Mopdorene3. Hapymenue B
nporiecce YMOpHOreHe3a JII00Ooro 13 BBIIICTIEPEYUCICHHBIX MEXaHU3MOB BBI3bIBAET OTKIOHEHHUE OT

HOPMAJIbHOI'O Pa3sBUTHUSA, YTO MOXKET pCaIM30BATHCA B BIIP.

BIIP, He compoBoxaatonmecs: HapyeHueM QyHKIMH OpraHa, Ha3bIBAlOT BPOXKICHHBIMU
AHOMAJIMSIMU, HaIIpuMep e opMaluy YIIHBIX PaKOBUH, HE 00€300paKMBaIOIINE JINIA OOIBHOTO U

CYIICCTBCHHO HC OTPAXKAIOIIUCCA Ha BOCIIPUATHU 3BYKOB.

K BPOXKACHHBIM ITOPOKAM HE CIICAYCT OTHOCUTD IMOCTHATAJIbHBIC HAPYIHICHUA HpOHOpLII/Iﬁ NI
PasMEpPOB OPraHoB, CIYKAIIUC IMPOSABJICHUECM SHAOKPHUHHBIX paCCTpOﬁCTB (FHHO(bHBapHaﬂ

KapJIUKOBOCTb, THTAHTHU3M, aKpOMeFaHI/IH).



[Ipumepno 10% BIIP o6ycnoBieHsl neiicTBUEM CPEOBhIX (TepaTOreHHbIX) (hakTopoB. B kauecTBe
TepaToreHa MOXeT BBICTYIATh BEHIECTBO MU (PU3NYECKUI areHT, HapyIIAOIUN CTPYKTYpHOE JIH00
¢dbyHKIMOHANBHOE pa3BuTHE. [Ipu 3TOM TepaToreH MOXKET JeCTBOBAaTh OJJHOKPATHO WJIH B TE€UCHHE
BCEro BHYTPUYTPOOHOT0 MEPUOAA Pa3BUTHUS U IPUBOAUTH K BO3HUKHOBeHHIO BITP.

Bbraensior nsaTh rpymnn TepaToreHoB.

1. MCI[I/IKaMCHTO3HI)IC Cp€acCTBa, UCIIOJIB3YEMBIC IJIA JICUCHUS BO BPEMS 6epeMeHHOCTI/I
(aHTUOMOTUKH, TOPMOHBI U JIP.) WIIK B TCUCHHUE OMPE/ICICHHOT0 ITepro/ia Mepe/l 3a4aTueM

(peTuHOUIBI).

2. Metabonnieckue TuchyHKINH Yy OepeMeHHBIX (caxapHbIii nuader, mpeanadeT, HeJOCTaTOYHOCTh

Hoza, roJIolaHue u ap.).

3. leiictBue (hakTOpoB OKpy»Karoiiei cpeabl (mpodeccnonaabHbie BPeIHOCTH, CBA3aHHBIE C

paauanuei, XaMUIeCKUM ITPOU3BOACTBOM H JIp.).

4, BeIIIGCTBa, ,ZIO6])OBOJ'H>HO MNPUHUMACEMBIC UJIW BABIXACMBIC: KYPECHUEC CUTapET, aJIKOI'0JIb,

HApKOTUKU U AP.

5. Marepunckue nadpexnuu (cudpumuc, CITU /I, kpacHyxa, IUTOMETAIOBUPYC, TOKCOIIa3MO03,

MHUKOTIJIa3MO3, TIPOTO30HHBIe HHPEKIINU U JIp.).

CrerneHpb 4yBCTBUTEIILHOCTH K TEPATOreHY 00YCIIOBIeHa 0COOCHHOCTSIMU T€HOTHIIA, €T0
B3aUMOJICHCTBHEM C (DAaKTOpaMH OKPYKAIOIICH CpeJibl H CTaIUuei BHYTPUYTPOOHOTO pa3BUTHA (T.€.
BPEMEHHOMN HE3alUIIEHHOCTHIO YMOPHOHA U T1J10/1a). B TeueHue nepBbiX 2 HEll KU3HH
(mouMILIaHTAIIMOHHAS CTaIus) SMOPHOH (0J1aCTOKMCTAa) OTHOCHTEIBLHO YCTOHYHB K TEPATOrCHHBIM
MOBPEXKCHUAM. Bo3HHUKaOIIHME OOJBIINE TTOBPEXKACHUS BEYT K THOeH. BhoKuBIIIHE SMOPHOHBI
Pa3BUBAIOTCSI HOPMAJIBHO, HO HHOI/IA B MOCIEAYIOIEM MaHU(ECTUPYIOT OpraHoCeu(pUIeCcKrue
aHoManuu (OTcpodeHHas matonorus). B nepuoae 2-8 He pa3BUTHSA, KOraa UACT OypHBIIA
OpraHoreHes, YyBCTBUTEILHOCTh K TEpaTOreHaM MakCUMajibHa. B ciiydasx TeparoreHHOro
BO3JICHCTBHSI Ha CJACIYIONIUX dTAllaX Pa3BUTHS HAPYIIIACTCS TOIBKO MPOIIECC pOCTa SIMOPUOHA HITH

pa3Mep TeX UM UHBIX OPraHOB.

Boabmoe 3HaueHEe UMEET JA03a T€paTorcHa. Manas J03a MOXKXET OKa3aTb HE3HAUYUTEIIbHBIN Sq)d)eKT
MJIN HC OKa3aTb BOBCC. C'pe,I[HHH J03a MOXKET BCCTH K OpFaHOCHGLII/I(bI/IquKI/IM MNOBPECIKACHUAM U

ypoacTBaM, a BBICOKas 103a - K CMCPTH.

[TockonbKy TepaTOreHHbIH (HaKTOP MOJKET MPUBECTH K PA3BUTHIO MIOPOKA TOJIBKO B TOM CIIydae, eciu
OH JICHCTBYET 710 OKOHUaHMsI (OPMUPOBaHUs OpPraHa, a pOPMUPOBAHKE PA3TUYHBIX OPTaHOB HE
COBIAJIAET [0 BPEMEHH, TO ISl KaXKI0I'0 OpraHa CyIIeCTBYET CBOW TEPMHHAIIMOHHBIN TePaTOreHHbIH
nepuon (TTII).

Knaccugukanust BpoxKI€HHBIX TOPOKOB Pa3BUTHS

CormacHo MCX(HYHapOHHOﬁ KHaCCI/I(I)I/IKaLII/II/I, BPOXACHHBIC ITOPOKU MMOAPA3ACIAIOT HA HCCKOJIBKO
rpymil. B 3aBucumocTu ot MMOCIACA0BATCIbHOCTU BOBHUKHOBCHUS B IMTPOLIECCE MOp(I)OFCHC?»a

paznuyarot yetsipe rpymmst BIIP.

1. Mopox pa3sutus (malformation).



2. Quspymuus (disruption).
3. Hedopmarus (deformation).
4. ucrutasus (dysplasia).

Iopox pazsumus (congenital abnormality, umu congenital malformation) - croiikuii cTpyKTypHBIiI
nedeKT opraHa, YacTH OpraHa Min OOJBLIOTO Y4acTKa Teia B Pe3ylibTare MpoIecca pa3sBUTHsI IO
JefiCTBMEM BHYTPEHHHMX (B TOM YHCIIE HACJIEACTBEHHBIX) IPUYMH. B 3TOM cilydae 3a4aTok opraHa
W3HAYAILHO aHOMAJIEH U €ro JAJIbHENIIee pasBUTHE HE MOKET UITH 110 HOpMaJIbHOMY IyTH. Bmecte

C TeM Bcer/ia Hapymaercsi pyHKIUs TOpaKeHHOI0 OpraHa.

Juzpynyus (disruption) - mopdonornueckuii 7eeKT opraHa, 4aCTH OpraHa Wil y4acTKa Teya B
pe3yibTaTe BO3CHCTBUS BHELTHETO MOBPEKAAI0MIEro (hakTopa Ha H3HAYAILHO HOPMAaJIbHBIH

nporecc pa3ButHs. B 3Toi cBs3M Takoil 1e(eKT MHOTJa HAa3bIBaIOT BTOPUYHBIM ITOPOKOM.

K ¢akTopam, criocOOHBIM BbI3BaTh HAapyIIECHHs MTPOIEcCa Pa3BUTHSL, OTHOCATCS HH(EKIUH, TPABMBI,
HapylIeHne KpOBOOOpaIeH!s, aMHUOTHYECKHE TsDKU. [IpuMepom Tu3pynuuu ciyxar
BHYTPUYTPOOHBIE aMITyTallUX PA3TUYHBIX OT/IEIOB KOHEUHOCTEH, 00yCIIOBIEHHBIE BO3/ICHICTBUEM HA

104 aMHHUOTHUYCCKUX TSDKEH.

legopmayusa (deformation) - nHapymenue Gpopmbl, pazMepa Ui MOJIOKESHHS YaCTH TeJa,
00YCIIOBJIEHHOE MEXaHNYECKUMH BO3JICHCTBUAMHU Ha HOPMAIBHO Pa3BUTHIC OpraHbl THOO0 YacTH Tena
wiona. [lepopmaruu pa3BuBaIOTCs, KaK IMPABUIIO, yKE ITOCTIE 3aBEPIIEHHs MPOIiecca OpraHoreHesa, B
MO3/THUE CPOKU OEPEMEHHOCTH M UMEIOT XOPOIINi MPOrHO3 PU CBOEBPEMEHHOM JICUCHHH.
Jedopmanuu - OTHOCUTENIEHO PACIPOCTPAHEHHBIE HAPYIIEHUS  BCTPEUAIOTCS CPeIn
HOBOPOXKJICHHBIX € 4acToTON okoo 2%. [Ipumeps! nedopmanuii - MO3UIIMOHHAS KOCOIANOCTb,
miaruonedanus (aCHMMETpHs Yeperna).

Jlucnnazus (dysplasia) - napylieHHas OpraHU3aINMsI KIETOK B TKAHIX M €€ MOP(HOIOTHYECKUI

pe3ynbTat (Ipolece U CIeACTBUE IUCTUCTOreHEe3a).

Z[chnam;[ MOKET HOCHUTH FeHCpaHH3OBaHHBIﬁ XapakTep, €CJIM USMCHCHHAA TKaHb BXOAUT B pa3HbIC

OpraHbl 1 CUCTCMBI.

B 3aBucumocTH OT 1ociie10BaTeaIbHOCTH BOSHUKHOBEHMSI Pa3IMyaloT NEPBUYHBIE U BTOPUUHBIE
nopoku. [lepBble HENOCPEACTBEHHO CBA3aHbl C MyTAaLUSIMU WK BO3AECHCTBUEM TEPATOr€HHBIX
¢baxTopoB. Bropsie - uin cieacTBre MEPBUYHBIX MIOPOKOB (TUApoLedatus, pa3BUBIIASACS TPU
CIIMHHOMO3TOBOH I'PBDKE), WIIM 00YCIIOBIIEHBI AlIbTEPHATHBHO-TIPOIH(EPATUBHBIMU MPOLIECCAMH B

HOPMaJIbHO Pa3BUBAIOUIMXCS OpraHax (Tuaporedanus mpu TOKCOIIa3MO3e).
B cBs13u ¢ pacnpocTpaHEHHOCTBIO TOPOKHU JEIAT Ha TPU TPYIIIBL.

1. U30mupoBaHHbIE TOPOKU Pa3BUTHSL.

2. CucteMHbIE TIOPOKH Pa3BUTHSL.

3. MHOXXECTBEHHBIEC TIOPOKH Pa3BUTHSL.

H30]Zup06aHHblMu nopoxkamu Ha3bIBalOT IICPBUYHBIC, KOTOPBIC OTMCYAIOTCA JIMIIb B KaKoM-1100

OJTHOM oprase (MUKpouedaius, HeCTUNaIocTh).



Cucmemnvie O6BCILI/IH$IIOT HECKOJIBKO IEPBUYHBIX ITOPOKOB B OI[HOI71 CUCTEMEC OpPraHoOB

(axonaporniazus).

MHnooicecmsennble COCTABISIOT TPYIITY MIEPBUYHBIX TOPOKOB U TUCILIA3UI, OTMEUAIOIINXCS B ABYX U
Oosiee cucremMax opranoB (ruapouedands B COYeTaHUU C AUCTUIA3USIMU JIMIA U IIECTUIIATIOCTHIO).
MHOKeCTBEHHBIE IIOPOKH B CBOK OYEPE/Ib MOAPA3IEISIOTCS HA CUHAPOMBI U

HEeKJIaCCU(PHUIIMPOBAHHBIE KOMITJIEKCHI.

[Mon cunopomamu NMOHUMAKOT YCTOWYHMBBIC COUCTAHUSI HECKOJILKUX MTEPBHYHBIX TOPOKOB, HAIIPUMED
COFS-cunapom (11epedpo-okynodanno-cKeneTHbIH CHHIPOM), OCHOBHBIE TPU3HAKUA KOTOPOTO
MUKponedanus, MUKpo(TanbMus, KaTapakTa, MHOKECTBEHHbIE AUCIUIA3UHU JIMLA, CKEIETHbIC
aHOMAaJIMM (BBIBUXH B CYCTaBaX, Cru0aTeabHble KOHTPAKTYpPhl) U HEKOTOpPbIE TOPOKU APYTHX

OpTraHoOB.

K Hemaccugbuuupoeaﬂﬂbm Komnjexkcam OTHOCAT MMOPOKU, IPOABJICHUSA KOTOPBIX HE YKIIAAbIBAOTCA
HU B OJUH U3 U3BECTHLIX CUHAPOMOB.

ITo cremenu TSHKECTH M POTHO3Y )KU3HECTIOCOOHOCTH TIOPOKH JIEIISTCS CIIETYIOIIAM 00pa3oM.

1. JleranbHbIE (CMEPTH 0 PETIPOTYKTHBHOTO TIEPHUO/IA).

2. CpeHel CTETIeHU TSHKECTH (He YyrpOXKaroT KU3HH, HO TPEOYIOT ONEPaTUBHOTO BMEIIATEIILCTBA).
3. Mastbie aHoMalTuu pa3BUTHS, WIIH WH(OOPMATHBHBIE MOP(HOIOTHIECKUE BApUAHTHI.

B 3aBHCHMMOCTH OT YacCTOTHI BBIACTSIOT!

1. Yacteie BIIP (1 ciydait Ha 1000 poxnenmii).

2. Ymepenno vacteie BITP (0,1-0,09 ma 1000 poxxneHuit).

3. Peaxue BITP (0,01-0,099 na 1000 poxxneHmit).

1.5. Knuanyeckne 0COOCHHOCTH MPOSIBICHUS HACIEICTBEHHBIX OONIE3HEH

HpaKTI/I‘-IeCKI/I npu JIFOOBIX TEHETUYECKUX HapymECHUAX MOKHO BbIACINUTD O6H_[I/I€ KIIMHUYCCKHE

MPU3HAKHU, K KOTOPbIM OTHOCATCA CICAYIOIIHC.

* Omseowennviii cemelinviti anamues. HeCKOIbKO CilydaeB OAHOM U TOM e HaCIeICTBEHHOU
naTojaoruu B ceMbe. C Apyroil CTOPOHBI, HEPEIKO MOBOAOM Il OOpALLEHUS K Bpayy-T€HETHKY
ObIBaeT MEepBBI M €JMHCTBEHHBIN CIydail B CEMbe, UTO HE UCKIIIOYAET HACIEACTBEHHOI O XapakTepa
3a0oneBanus. CrieyeT IOMHHUTD, YTO HE BCE CeMEHHBIE 3a00JIeBaHMs OTHOCATCS K HACIIECTBEHHBIM.
Takue paxTOpbl OKpYXKAIOILIEH Cpebl, Kak MH(EKIIUH, TEPATOreHbl, JHAEMUYECKHE U JIP., MOTYT

CHMYJIUPOBATh HACIIEICTBEHHbIE 3a00neBanus ((heHoKonum).

* Cneyughuueckue cumnmomvi. K HUIM OTHOCSITCS PEIKO BCTPEUAIOLIHECS IPU3HAKU: Ceaast Psiib
BOJIOC, TPYObIe YEePTHI JIUIA, HEPOIOPIIMOHATLHOE TEJIOCIOKEHUE, HEOOBIUHBIN 3amax,
CBOE0Opa3HOE MOBEACHHE, HEMEPEHOCUMOCTDb OTIEIbHBIX MUILIEBBIX MPOIYKTOB, TOJTHOE OTCYTCTBHE
3y00B U T.1. IHOr1a 10CTaTOYHO OJJHOT0, HO CHELM(PUUECKOr0 CUMIITOMA JUIsl YCTAaHOBJICHUS

(npennonomeHI/m) OpeaACICHHOr0 HaCJICACTBECHHOI'O CUHApPOMA.



o [enemuueckas cemepoceHHoCn1b. Pa3zButne CXOILHOﬁ KJIMHUYECKOU KapTHUHbBI MOXET OBITh

06YCJIOBJ'ICHO MYTaHHeﬁ Pa3HbIX '€HOB WJIK Pa3HbIMU MYTAallUAMKU OOAHOI'O I'CHA.

o Knunuueckuii noaumopguszm. Ilpyu oHOM U TOM Ke 3a00JIeBaHUU MOT'YT HAOIOIAThCS Pa3IMYHbBIC
ero nposiBiieHus (BpeMs MaHU(ECTalnuu, CTENEeHb BRIPAKEHHOCTH KIIMHUYECKUX MTPU3HAKOB U T.J.).
B psine cimydaeB kimHUYecKast KapTHHA OJHOTO U TOTO )K€ 3a00JIeBaHUsl BapbUPYET OT CTEPTHIX HopM
JI0 TSDKEJIEHIINX KIMHUYECKUX MposiBlieHUnH. DopMupoBaHUE KIMHUYECKON KaPTHHBI CBSI3bIBAIOT C
0COOCHHOCTAMHU JEHCTBHSI 3THOIOTHIYECKUX (PaKTOPOB, COMYTCTBYIOIINX YCIOBUH (cTpecce,
TemreparypHblii Gpaktop). Kpome Toro, mpusHaercst poib BpOXKAEHHBIX 0COOEHHOCTEH B aTOreHe3e
U KIMHUYECKON KapTuHe Oone3Hel. Kimundecknii mnonumMopusm reHHbIX 00Je3HeH MpOosIBIIIETCs B
pa3HBIX CpOKax Hayasia 3a00J1eBaHMsl, OTHOTE U TSHXKECTH CUMIITOMATUKHU (TTyOHUHa
MaTOJIOTUYECKOr0 MPOIecca), IPOIODKUTEILHOCTH 00I€3HH, CTETIEHN HHBAINIU3AlNY,
TOJIEPAHTHOCTH K TEPAIUH, IPOAOJKUTEIBHOCTH KU3HU. BMecTe ¢ TeM a7 reHHbIX Oosie3Hel He
ObIBaeT IJIABHBIX NIEPEXO/I0B OT HOPMBI K matonoruu. Jlaxke camas jerkas ¢popma 6one3Hn
OTJINYAETCs] OT HOPMbl MUHUMAJIBHBIMHU IMaTrHOCTUYECKUMH KpUTepusiMu. Peds uziet o
TeHETHYECKOM TPaBUIIe: HOPMAIbHBINA T€HOTUI IETEPMUHUPYET HOPMAJIbHBIN (peHoTu, a

MYTaHTHBIA T€HOTUN IETEPMUHUPYET MyTAaHTHBIN (peHoTun (60se3Hsp).

* Xponuueckuii, peyuousupyrowjuii, npoepeoueHmublii xapakmep medeHusi, T.e. IOCTOSHHOE
MIPOTrPECCUPOBAHNE MTATOIOTMUECKOT0 MPOLIECCa, Pa3BUBAIOIIEECS B PE3YJIbTATE IIOCTOSHHOTO
JEWCTBUS MYTaHTHOTO reHa. Ha penuuBsI BIUSAIOT KaK TeHETUYECKUE, TaK M CPeIoBbIe (DaKTOPHI
(TTorpenIHocTy B AMETEe, MPUCOSANHUBIINECS HH(EKITNH, TPaBMBI, cTpecchl). OJHAKO eCTh
HACJIEICTBEHHbBIE HAPYLLIEHMS, HE COITPOBOXKIAIOIIMECS IPOrPECCUPOBAHNEM KITMHUYECKOU

CUMIITOMAaTHUKHU.

* IInetiomponnoe Oelicmaue 2eHa BEIPAXKAETCS BO MHOKECTBEHHOM ITOPAKEHUU OPTaHOB M CHUCTEM,
KOTOpOE OIpENENsIeTCs EAUHUYHON MyTaluen. JIeTallbHOCTh T€HOB - OJTHA U3 PAa3HOBUAHOCTEMN
MJICHOTPOITHOT O IUCTBUS T'eHa. Tak, OWH I'eH, OPeACIISIONINN KaKoW-TH00 MMPU3HAK, BIUIET HA

JKU3HECIIOCOOHOCTD B IIEJIOM.

* Bpootcoennwiil xapakmep 3abone6anus. BOIBIIMHCTBO XPOMOCOMHBIX CHHJIPOMOB HOCSIT
BPOXKIICHHBIM XapakTep. MHOrre MOHOTCHHBIE CHHIPOMBI U MYJIbTH()AKTOPHATIEHBIE TIOPOKH TAKKE
BPOXKJICHHBIE.

1.6. Mopdorenernyeckue BapuaHThl pa3BUTHS U UX 3HAYCHHUE B IUATHOCTUKE HACIIEACTBEHHOMN

IaToJIOTrun

Z[I/IB.FHOCTI/IKB_ HaCJICACTBCHHBIX 3a00J1€BaHUI MNpCACTaBJIACT OoJbIINE TPYAHOCTHU HU3-3a HHU3KOM
YaCTOThbI BCTPEYACMOCTU B MOITYJIALIUNA. HepeL[Ko HACJICACTBCHHAA IIATOJIOT U MTPOABJIACTCA
CB0606p3_3HBIM BHCIIHKUM BHJOM ITallTUCHTOB. B ¢Bs31 ¢ 5TUM 0COOEHHO Ba)KHO YUYUTBIBATH
0COOEHHOCTH (I)GHOTI/IHa, TaK Ha3bIBA€MbIC MUKPOIIPHU3HAKHU, KOTOPBIC HC BJIUAIOT HA
NpOaAOJIKUTCIIBHOCTD KU3HU, q)YHKL[I/IOHaHBHOG COCTOAHUEC HUJIU I’IMMYHHLIﬁ CTaTyC nanueHTa, HO
JUarHoCTHYCCKH 3HAYUMBI. I[J'IH JUAarHOCTHKHN HACJICACTBCHHBIX 3a00JIeBaHUM HCIIOJIB3YCTCA

AHTPONOMETPUYECKHI MOAXOI.

AHmponOMempuﬂ - COBOKYITHOCTb ME€TOAOB U IMPHUEMOB U3MCPCHUS YCIIOBCUCCKOI'O TCJIA. B knunuke

BHYTPEHHHMX 00JI€3HEH 1Mo/ aHTPONOMETPpHUEN MOHUMAIOT LU(PPOBYIO OLIEHKY TPEX BHELITHUX



MOpP(OJIOrMYECKUX MTPU3HAKOB: POCTA, MAacChl TeJla U OKPYKHOCTHU Tpyau. B Mennko-renernyeckon
MPaKTHKE MPU HEOOXOAUMOCTH JOOABISIOT H3MEPEHUE OKPY>KHOCTHU TOJIOBBI, )KUBOTA, JJTUHBI
KOHEUHOCTE! U X OTJEJbHBIX YacTel, paCCTOSHUS MEXKIY 3padykaMu (MJIM BHYTPEHHUMHU KpasiMu
opOuT), pazmepa rJ1a3HoH IeH, IO KOKHBIX MATEH, JUIMHBI HOca, 00beMa SUYEK, ATNHBI
[10JIOBOI'O WIEHA, TOJIIMHBI KOKHON CKJIaJKH, IIMPHUHBI Ta3a U T.J. [ paHULIbl aHTPOIIOMETPUUECKOT O
METOJIa MOT'YT OBITh IOCTaTOYHO IIUPOKUMHU M BKIFOYATH JIFOObIE KOJMYECTBEHHBIC UCCIICIOBAHNUS,
[IPOBOJIUMBIE B KJIMHUKE.

1.7. KIIMHUKO-TEHEAIOTHYECKNI METO B JUArHOCTUKE HACIIEICTBEHHBIX O0JIe3HEN

KnuHuKko-reHeasornyeckuii MeTos - BaXHEHIINN U Haubosee pa3pabOTaHHbIA METO/ AUArHOCTUKU
HAcJIEJCTBEHHBIX OOoNe3Hel. DTOT METO/] OCHOBAH Ha aHAIM3€ XapaKTepa IepeJaul pasaInuHbIX
MIPU3HAKOB U 3a00JIEBaHUI B OTJETILHOI CEMbE C yKa3aHHEM POJICTBEHHBIX CBSI3EH MEX/y 4JIeHaMHU
poaocIoBHOM. 3 Ha3BaHUs METOA MOHATHO, YTO €r0 COCTABJISAIONINE YaCTH - KIMHUYECKas U

TCHCAJIOTUYCCKasd.

B y3KOM CMBICIIE TEPMHH «TE€HEATOTHs» 0003HAYaeT HAYKY O POITOCIOBHBIX
(rpeu. genealogia, ot genos - pox u 10gos - cioBo, yueHue). B mUpoKoM CMBICIIE 3TOT TEPMHUH
TPaKTYCTCA KaK YCTaAaHOBJICHUC POACTBEHHBIX CBsI3el MCXKIY UHAUBUAYYMAaMH B IPCJCIax OJHOI O

HMJIA HECKOIBKHUX IMOKOJICHUM.

CYTI) KIIMHUKO-T'€HCAJTIOTMYCCKOI0 METOAa COCTOUT B COCTABJICHUHN I'CHCAJIOTHYCCKOI'O IpeBa U

IMMPOBCACHNU I'CHCAJIOI'MYECKOro aHajin3a.

UseH ceMbH, OT KOTOPOT'0 HAYMHAETCSI COCTABJIICHUE POAOCIOBHOM, Ha3bIBaCTCs npobandom. Ha
POIOCTIOBHOM TIpobaH] 0003HavaeTcs cTpenkoil. [I[podaHmoM MoxeT ObITh OOTHHOM YeTOBEK,

00paTHUBIIUIACS TIO TIOBOTY CBOETO 3a00JI€BAaHUS, HITH KTO-THOO0 U3 €ro OMIMKANIIINX pOICTBEHHUKOB.

B MenuuumHCKOI reHeTHKe 00BEKTOM HCCIIEIOBAHMUS CIY)KUT «SIICPHAsT CEMBbsI», COCTOSIIAS JaIle
BCEro u3 OOIBHOrO pedeHKa-TIpodaHa, ero poauTenei u cuocoB (OpaThsi-CeCTPHI, T.€. IETH OJHOU
cynpyxeckoid mapbl). [TomycrOCch IMEIOT TOIBKO OHOTO 00IIero poautens. CBOJHbIC CHOCH - He

OMONOrMUeCKHe POACTBEHHUKH, XOTSI MOTYT IIPO’KUBATH B OIHON CEMbE M UMETh O/IHY (haMIIIHIO.

OCHOBHOI MEIMIIMHCKUI TOKYMEHT, B KOTOPOM (PUKCHPYIOTCS BCE JJaHHBIE 00CIIeI0BaHuUs, -
reHeTnueckas kapta. [lockombKy 00cieJo0BaHUIO TOABEPTaETCs BCS CEMBbs, OOPMIISIETCS eAnHAs
TeHeTHYEeCKast KapTa, B KOTOPOU MPUCYTCTBYIOT HEOOXOAMMBIE CBEIEHUS 000 BCEX POJCTBEHHHUKAX.
Huxe npuBoauTcs cxema 3anoNHEeHNs TeHETUYECKOM KapThl.

1.7.1. O0uue cBeneHus o mpobdaHe

1. (DaMI/IJ'II/ISI, UM U 0TYeCTBO. B MAaCIIOPTHBIX AAHHBIX KCHIIUMHBI OTMCYACTCA €€ NCBUYbs (baMI/IJ'II/ISI,
TaK KaK BO3MOXXHBIC COBIIAJACHHA C (1)aMPIJII/ICI>'I cymnpyra Moryt CBUACTCIIbLCTBOBATH 00 OTJAaJICHHOM
POACTBE. I/IHOFI[B_ (I)aMI/IJ'II/IH ﬂﬂepHOﬁ CCMbH HUKAKOI'0 OTHOIICHUS K «POJOBBIM» (baMI/IJ'II/ISIM MYyXKa "

KEHBI He UMeeT (TICEBIOHNM, CMeHa HeO1aro3By4Hoi Gamummn).

2. ITon. OcobeHHO BaKHO YKa3aTtb JJIA TEX POJACTBCHHHUKOB, 110 (l)aMI/IJ'II/II/I, HMCHH U OTUYCCTBY
KOTOPBIX HEBO3MOKHO YCTAHOBUTD IMOJIOBYIO ITPUHAAJICKHOCTD. vy J'IIO,Z[Cﬁ C HApYIICHHUEM

HCI/IXOCCKCY&HBHOﬁ OpHUCHTAIlUM 3alTUCbIBACTCA HaCHOpTHBIfI IIOJI1.

3. JlaTa poxxaeHHsL.



4. MecTo pOXKJI€HUS U )KUTEIbCTBA MMO3BOJISIET OLEHUTH BO3/ICHCTBUE KaKUX-JINOO HEOIar onpHusiTHBIX
SHAEMUYECKUX, IKOJIOTUYECKUX U MOAOOHBIX (PakTOpoB. MeCTO )KUTENbCTBA MPEIKOB BaKHO 3HATH
JUIS BBISIBJICHUS «d(PQeKTa poloHaYIbHUKA», OCOOEHHO MPH PEAKUX PELIECCUBHBIX 3a00neBaHusX. B

HacTosIiee BpeMst 3TOT 3P HEeKT MOKET HAOII0IaThCS B U30JIATAX.

5. HaunonansHocts. Ecnu y poauteneit npobana pa3Hble HALMOHAIBHOCTH, HEOOXOIMMO 3aI1CaTh
HaIlMOHAJIBHOCTh 000MX. JTa MH(OpMaLKs TOMOraeT IpU OLeHKe (PEHOTUIHUECKUX MPOSBICHUN
(MUrMeHTalus, THIepTPUX03, CHHOMPU3 U T.I1.), IPU OLIEHKE BEPOSITHOCTU NAaTOJIOTUH,
MIPEUMYILIECTBEHHO MOPAXKAIOLLEH MTpeICTaBUTENIeH OIpeIeIEHHON HAllMOHAILHOCTH WITN

9THUYECKOM IPYIIIBL.

6. Xapakrep npodeccuoHabHOM nesTenbHOCTH. [Ipon3BOACTBEHHBIE BPETHOCTH,
MMPOAOJDKUTCIbHOCTD UX BO3I[CI>1CTBHH N MHTCHCUBHOCTbH, KOHTAKT C 0CcO0BIMU MOBPCIKAAOIIUMHA

(hakTopamMu BO BpeMsl CITY>KOBI B apMHH.

7. Ob6pa3oBaHue, CENUAIBHOCTD, KBATH(HUKALINS, TOKHOCTh. DTH 3HAHUS IO3BOJISIOT KOCBEHHO
CYIWUTh 00 MHTEIUIEKTE OOPATUBIIUXCS, UX TICUXOIOTMUECKIX XapaKTEPUCTHKAX, TOMOTaloT B
OOIIIEHNH C TTAIUEHTOM U €T0 CeMbEel B BBIOOpPE a/IeKBaTHON (POPMBI COOOIIEHNS T€HETHYECKON

nHpOpMaIUH.
8. IlpeaBapuTenbHbIN FeHETHUECKUH UAarHO3 (€CIH CYIIECTBYET).

9. llens koHCYNMBTAIMK. Yalie BCero 3T0 yTOYHEHHE JUarHo3a, IPOrHo3 37J0POBbs OyIyIero
IIOTOMCTBA, PacyeT F€HETUYECKOr0 PUCKa IS 3J0POBBIX POJCTBEHHUKOB U IIPOBEICHUE
IPOQHUIAKTHUECKIX MEPOIIPHUATHH, a B TIOCJIE/IHEE BPEMs - M Ha3HAYEHHUE ITaTOT€HETHYECKOT0

JICYCHUSI.
10. /laTa KOHCYJIbTAIINH.
11. ®amunust Bpaya-KOHCYJIbTAHTA.

12. Cepus, HOMEp, JaTa BBIJAYH IOJIKMCA 00A3aTEIbHOr0 MEANIIMHCKOTO CTPaxXOBaHUsl, Ha3BaHHE

CTPaxoBOW KOMITaHHH.

13 . Homep u narta BeIJa4¥ MHBAJIHMIHOTO YAOCTOBEPEHUS (€CIIM UMEETCS).

BepeMeHHOCTB MaTrcpu npo6aHJ:[a OIIMCBhIBACTCA HOI[pO6HO, IOCKOJIbKY ITPHU3HAKH He6J'IaFOHOJ'Iy‘II/IH
MOT'YT MOSABJIATHCA €LIC A0 POKIACHUS pe6eHKa. HOI[pO6HO BbIACHAIOTCA CBEACHUA O IICPCHCCCHHBIX
33.60J16B3_HI/IHX, MMpOBOAMMOM JICUCHUU, 3J'I0y1'IOTp€6J'I€HI/II/I AJIKOT'0JICM, KYPCHUCM, UCITOJIb30BAHNHA
MCUXOAKTUBHBIX IIPEIIapaToB, BOS,Z[CfICTBHH BHCIIHUX IMOBPEIKAAOTITNX (baKTOpOB, cTpeccCax,

0COOEHHOCTSIX MUTaHus, Tpyaa u ObITa BO BpeMA 6€p€M€HHOCTI/I.

He menee BaxxHO MOJYYUTb CBCACHUA O KOJIMYCCTBC OKOJIOIINIOAHBIX BOJ, U3MCHCHUEC KOTOPBIX

MOXKCT COUYCTATHCS C ITOPOKAMHU PA3BUTHUA I1J10Ja UJIN OAXKE IPOBOUUPOBATH UX PA3BUTHUC.

Baxna I/IH(l)OpMaI_II/IH 0 pe3yJibTaTax NpPEHATAJIbHOI'O TCHCTUYCCKOTI'O CKPpUHHHT'A,

IpOaAOJIKUTCIIBHOCTH 6epeMeHHOCTI/I, pOI[OBOfI JCATCIBbHOCTH.

ITocne POXICHUA pe6eHKa adHaMHC3 CO6I/IpaIOT TaK XK€ HO,E[pO6HO, KakK B HeﬂHanquCKOﬁ IIpaKTHUKCE.



1.7.4. Onucanue )u3HU peOeHKA
Bobiioe 3nauenue JUIsL JMarHOCTUKH, B TOM 4YHUCJIC FeHeTquCKOﬁ, HUMCIOT CBCACHMUSA:

* 0 (GU3NYECKOM PA3BUTUU - XapaKTep BCKApMIIMBAHUs U IpUOaBKa Macchl, B POCTE, YBEJIMUEHUE
OKPYXXHOCTH T'OJIOBBI; BBEJICHUE IPUKOPMA; PEAKLUs Ha MUILY (aJuleprusi, HeepeHOCUMOCTb,
CPBITMBAHMS U T.J.); BO3PACT MOSBJICHUS MEPBBIX 3yO0B U UX KOJIUYECTBO K 1-My U 2-My rojam

KHU3HH; BpEMsI CMEHbI MOJIOYHBIX 3y00B;
* MOTOPHOM pa3BUTHH;
* IICUXOPEYEBOM Pa3BUTHH;

¢ IIOBCACHUU pe6eHKa AoMa, BHE 1oMa, C pOAUTCIIAIMU U APYT'UMH pOACTBEHHUKAMHU, CBEPCTHHUKAMU,
YYXUMU JIIOJIbMU, B IECTCKOM JIOHIKOJbHOM YUPCIKACHUHN, YCIICBACMOCTHU U MMOBEACHUHN B LIKOJIC, C

JOMAallTHUMM )XKUBOTHBIMH

* HNCPCHECCHHBIX 3a6OJ'I€BaHI/I$IX;
* [IPHBHUBKax;

¢ IIOJIOBOM PA3BUTUMU.

Anamue3 60JI€3HU M KU3HHU B3POCIIOT0 YEJIOBEKa 3aMOHACTCS, KaK B KIIMHUKE BHYTPEHHUX
6onesneil. InTepec mpeacTaBiIsiioT COOBITHS XKHU3HH, COCTOSIHHE 3/J0OPOBbS, IPEIIIECTBOBABIIINE
BU3UTY B MEIUKO-T€HETHYECKYIO KOHCYJIbTALNIO.

1.7.5. ®enoTUnNUEeCKUNA aHAIN3

ITocne cOopa aHamHe3a ciaeayeT 00beKTHBHOE McciaeaoBanue (Status preasens) npodana u ero
POACTBEHHUKOB (OnMcaHue (GeHOTHITHYECKUX TPOSIBJICHU# 3a001eBanus ). YacTh HACIEICTBEHHBIX
3a00JIeBaHUI TUArHOCTUPYIOT UCKITFOYMTEIBHO HA OCHOBE OCMOTPA, 110 COYETAHUIO BCEX BUAUMBIX
ITOPOKOB U 0coOeHHOCTeH GeHoTrma. HeoOXoauM yduer Bcex AUCINIa3Hil U IOPOKOB Pa3sBUTHS, TaK
KaK BBICOKAs CTETIICHb T€HETHUYECKOMN MPEIpacioioKeHHOCTH MPOSBISCTCS B BUIC MUKPOAHOMATHH

pa3BUTHSL.

IToMHuMO OLICHKH BHEIIHUX IIPpU3HAKOB, H€O6XOI[I/IMO MMOJYYUTb JAaHHBIC OGCJ’IQI{OBB.HI/I?I BHYTPCHHHUX

OpraHoB NIalMCHTOB, 3aKJIHOYCHUA Bpaqeﬁ-CHGHHaHHCTOB.

B Cl1ydyac MCPTBOPOXKACHUA d)CHOTI/IHI/I‘-ICCKI/Iﬁ AHAJIU3 IIPOBOJUTCA IIPH MMATOJIOIr0O-aHaATOMHUYCCKOM

BCKPBITHUH.

HpOBCI[CHI/IC (bCHOTI/IHI/I‘{CCKOFO aHaJin3a IMpHu 4CpCIHO-JINICBbIX dHOMAJIHUAX 6y,Z[CT HO,Z[pO6HO

PaccMOTPEHO B IPYTHX pasiesax mocoousl.
[Tocne peHOTUITUYECKOTr0 aHATN3a IPUCTYIAIOT K COCTABJIICHUIO U aHAJIU3Y POJIOCIOBHOM.
1.7.6. 'eHeanornyeckuii aHains

B POAOCIOBHYIO 3aHOCATCA KPATKHUEC CBCACHHA O POACTBCHHUKAX B OIIPCACIICHHOM ITOPSAAKE (pI/IC. 1-
1).

1. I[Ipobanp, ero Bo3pact, 3a00aeBaHus.



2. PO,I[I/ITCJII/I, HX BO3pacCT, COCTOSAHHUEC 300POBbs, ABJIAIOTCA JIU KPOBHBIMU POACTBCHHUKAMU.
3. Cubchl mpobana ¢ ykazaHUueM MOPSIIKOBOI'0 HOMEpPa POXKICHUSI, BO3PACTa, COCTOSIHUS 3/I0POBBSI.

4. briimxaiiiive poACTBEHHUKHU (Kak MPaBUIIO, Ui T€HEAJOrHueCKOro aHajanu3a J0CTaTOYHO

COCTaBJICHHSI POJIOCTIOBHOM 110 4-TO KOJIEHA, CIy4au CXOIHOM MaTOJOTHHU Y POJACTBEHHUKOB).

— Gpak
— My>4uHa

— POACTEEHHEIN

O — ¥eHLWHa Bpak
= pognTenii
. — MMEIOLMIA aHHBI
NpUaHaK
— neTH

— MON HEW3BECTEH
— OfHORALOEKIS

BNU3HEL B
A — BEBIKWIEBILL
@ — reTepoanroTHele — pasHOANLOBbIE
HOGCMTEMH BNU3HEL b

peUecCHEHOIa reqHa

MOTH 1T

Puc. 1-1. CuMBOIBI, HCTIONB3YyEMBIE TIPU COCTABIICHUN POJIOCTIOBHON

[ToxkoneHus B pOIOCTIOBHON HYMEPYIOTCS PUMCKUMHE IH(PpaMu, YWICHBI OJTHOTO TTOKOJICHHUS -

apaOCKUMH.

I'eneanornyueckuii anaims AaeT BO3MOKHOCTh YCTAHOBHUTD THIT HACIIEIOBAaHHS 3a00I€BaHUsI.
1.7.6.1. I'eneaiornyeckuii aHaIM3 PU MOHOTEHHBIX 3a00JICBaHHUSIX AyTOCOMHO-TOMHHAHTHBIN THTIT

HacCJICa0BaHUA

B cBsI3u ¢ T€M UTO JOMUHAHTHbBIC I'CHbI, ACTCPMHUHUPYIOIIUC PA3BUTUC 3a60J'IeBaHI/I$I, B
TOMO3HUI'OTHOM COCTOSAHHH, KaK IIPAaBUJIO, JICTAJIbHBI, BCC 6paKI/I MCKIY OOJNILHBIMH U 300pOBbIMH
YICHAMU CEMbU OTHOCATCA K TUITY Aan aa, F,HGA - ,Z[OMI/IHaHTHBII\/'I I'CH, onpe;[enﬂlomnﬁ Pa3sBUTHUC
HaCJICACTBCHHOI' O 3360H6B3HI/IH, a- pCL[eCCI/IBHHﬁ I'CH, OHpCI[QJ'I?IIOH_[I/Iﬁ HOpMaJ'ILHHﬁ (1)6HOTI/IH.

PomocioBHas mpu 3TOM HMEET XapaKTepHbIC MPU3HAKH, TIPEICTaBICHHBIC HA pHC. 1-2.
» Kaxprii 60716HOM YJICH CEMbH OOBIYHO UMEET OOTBLHOTO POAUTEIIS.

* 3aboiieBaHue nepeaacTcs U3 MOKOJICHUA B ITOKOJICHHC. BonbHbIC BCTPCYAIOTCA B KAXKIOM

MOKOJICHUH (BEPTUKAJIBbHBIN XapaKTep pacipeesieHusl NaTOJI0rMYeCKOro Mpu3HaKa).
* ¥V 310pOBbIX poauTeneil et OyayT 340pOBBI.

* 3aboieTh MOI'YT U MY>XYUHBbI, U )KCHIIWHBI B paBHOﬁ CTCIICHU, ITOCKOJIbKY I'CH JIOKAJIU3YCTCS B

ayTocoMe.

* BeposatHocTb poxaeHus 60iabHOro pedeHka, eciau 00JieH oauH 13 poautene, pasHa 50%.



* Ot ABYX OOJBHBIX POIUTENICH MOTYT POXKAATHCS TOMO3UTOTHI C 00JIee TSKENOoM (BILJIOTH 10

JeTanbHOCTH) (opMoii 3a00IeBaHMs, YEM Y T€TEPO3UTOT.

* Yucno CIIOpaJu4€CKUX CI1y4acB, BbI3BAHHBIX HOBbIMU MYTAallUsIMU, 3aBUCUT OT TAXKCCTU

IIOPAYKEHUs OPTraHOB PENPOAYKIINH.
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Puc. 1-2. PomocnoBHast ¢ ayTOCOMHO-IOMHHAHTHBIM THUTIOM HACJICJIOBAHUS

HpI/I HEKOTOPBIX ayTOCOMHO-AOMHWHAHTHBIX 3a00JIEBaHUSAX Ha6J'II-OI[aeTC$I HCIIOJIHAsA MICHCTPAHTHOCTD
reHa. [leHeTpaHTHOCTH - BEPOSTHOCTH MPOsiBiIeHHs reHa. OHa BhIpa)kaeTcsi B MPOLIEHTAX 3a00JIeBIINX
OT urcia HocuTenel. Tak, eclii JOMUHAHTHBIN T€H NPOSBISIETCS B (DEHOTHUIIE BCEX €ro HOCUTENEH,
TO ero neHerpaHTHOCTh paBHa 100%. Ecin cpenu HocuTenei narolornyeckoro JOMMHaHTHOIO T'eHa

OoJeeT TOIBKO MOJIOBHHA, TO IEHETPaHTHOCTH paBHA 50%, ecnu yeTBepTh - 25%.

JIOMMHaHTHBIE TeHBI 00JIaIAI0T U PA3IMYHON SKCIIPECCUBHOCTHIO. [IOHATHE SKCIIPECCUBHOCTH
aHAJIOTMYHO TOHATHIO TsDKECTH 3a0o1eBanus. [Ipy oueHb HU3KOM SKCIIPECCUBHOCTH I'€HA CO3IAETCs

BIIEYATIICHUE, YTO YEJIOBEK 3/I0POB, IIPU BHICOKOM - pa3BUBaeTcs TspKenas popma 3a00meBaHmMsL.
AyTOCOMHO-pELECCUBHBIN TUI HACIEIOBAHUS

OcHOBHasi 0COOCHHOCTh PELIECCUBHOIO I'eHA - TIPOSIBJICHUE JCHCTBHS TOIBKO B TOMO3UTOTHOM
COCTOSIHUH. B reTepo3uroTHOM COCTOSTHHH OH MOXKET CYIIIECTBOBATH BO MHOTHX ITOKOJICHUSIX, HUKAK
HE MPOSIBISISICH (PEHOTHUITMYIECKU. AYTOCOMHO-PELIECCHBHOE HACIIEIOBAHUE UMEET CIICIYIOIIHE
OTJINYUTEIbHBIC YepThl. POIOCIIOBHAS IPH ATOM MMEeT XapaKTepHbIC MPU3HAKH, TIPE/ICTABICHHbBIC Ha
puc. 1-3.

1. V 310poBBIX poauTeNneld MOryT poxkaaThcs OonbHbIe neTn. Hanbonee yacTelil TN OpakoB - Opak
ME/1y T€TepO3UTOTHBIMU HOCUTENsIMU (Aa X Aa), Koraa 06a poauTes 3J0pOBbI, a OOIbHBIC IETH

MMEIOT TOMO3UTOTHBIN T'€HOTHII.

2. Y GOJNBHOTO POAUTEIST POXKIAOTCS 37J0pOBBIE 1eTH. [IpH BeTyruieHuu B Opak O0JIBHOTO C

pereccuBHOM 0OJIE3HBIO CO 3I0POBBIM (THN Opaka 00biuHO AAXaa) Bce eTH OyayT 3/10POBBHI.

3. bonerot B ocHOBHOM cHOCHI (OpaThsi, CECTpPhI) (TOPU3OHTAIBHBINA XapaKTep pacipeaeaeHHs

IaToJOIrM4CCKOIro an3HaKa).

4. OTMeuaeTcst BRICOKas 4acTOTa KpPpOBHOPOACTBCHHBIX 6paKOB.



5. Bce netu 60bHBIX poauTeNiel - FeTepO3UrOTHbIE HOCUTENU MaTOJIOrMYeCKOro reHa.

6. OarHAKOBO YacTO OOJICIOT MY>KUYUHBI U )KEHIIUHBI.

7. Y reTepo3uroTHBIX HOCUTENEH COOTHOIIEHNE OONBHBIX U 3I0POBBIX JeTei 1:3.

8. BeposiTHOCT poxieHus: O0IbHOTr0 pedeHka paBHa 25% Ui KaXKIO0ro MOCIEAYIONIero pedbeHka.

YacToTa BOSHUKHOBEHHS AYTOCOMHO-PCUECCUBHOI'O 3a001eBaHUs HaXOJUTCs B HpHMOfI
3aBUCHUMOCTHU OT CTCIICHU paClpOCTpaHCHUS MYTAHTHOI'O I'CHA. OOBIYHO MOBBIIIAETCS YaCTOTA
PCUECCUBHBIX HACIICACTBCHHbBIX 3a00JIEBAHUN B M30JIATAX U nonyianusx, rae BbICOK ITPOLCHT

KPOBHOPO/ICTBEHHBIX OPaKOB.

YeM pexe pacpOCTpaHEH PELIECCUBHBIN I'eH, TEM Yallle COOTBETCTBYIOILAs peLleCCUBHAs OOIE3Hb

BCTpEUaETCsI CPe/In JeTel U3 KPOBHOPOJCTBEHHBIX OPAKOB.

YroObl IPaBUIBHO OLIEHUTH CIIOPAIMUECKUI ClTydail pelieCCUBHOM 00JIe3HH B CeMbe, HE00X0AUMO
YCTaHOBUTb I€TEPO3UTOTHOE HOCUTENBCTBO I€(PEKTHOrO IeHa y pOUTENe U1 ONpeieNieHns: pUcka

POXICHUS IPYTUX OOJNBHBIX JAETEH.
X-CIEIUIEHHBIN TUIT HAaCJIeIOBaAHNUA

I'enb1, MOKaTM30BaHHBIE B X-XPOMOCOME, TaK )K€ KaK U MPH ayTOCOMHOM HAaCJIEeIOBAaHUH, MOTYT
OBITH JOMHUHAHTHBIMH U PELIECCUBHBIMU. | TaBHAst 0COOEHHOCTH X-CHETNICHHOTO HACIEAOBAHMS -
OTCYTCTBHE TIepe/Iadyl COOTBETCTBYIOIIETO T'€Ha OTIIA ChIHY, TAK KaK MY>KYHHBI, Oyaydn
TeMU3UTOTHBIMH (MMEIOT TOJIBKO OZHY X-XpOMOCOMY), IIEPEAAt0T CBOIO X-XPOMOCOMY TOJIBKO

JOYEPSIM.
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Puc. 1-3. PO,Z[OCJ'IOBH&?[ C ayTOCOMHO-pPCUCCCUBHBIM TUIIOM HACJICIOBAHUA

Ecnu B X-XpOMOCOMC JIOKAJIN3YyCTCA JIOMUHAHTHBIN I'CH, TaKOM THII HaCJICAOBAaHHA HA3bIBACTCs X-
CLCIIJICHHBIM JOMHWHAHTHBIM. I[J'lﬂ HETO XapaKTCPHbI CJICAYIOIUEC IIPU3HAKH, ITPCACTABJICHHBIC HA

puc. 1-4.
1. Ecnu Gonen orer, To Bce Jouepu OyayT OOIbHBI, @ BCE CBIHOBBS 3I0POBBI.

2. Bonbubie ACTHU NOABJIAIOTCA TOJIBKO B TOM Cliydae, €CJIn oonen OIUH U3 pOHHTeHeﬁ.



3. Y 310poBBIX poauTeniei Bce AeTH OyayT 310pPOBHI.

4. 3a0oneBaHre IPOCIEKUBACTCS B KaXKJOM MTOKOJIEHUU (BEPTUKAIBHBIN XapaKTep pacipeaesieHus

MaTOJIOTMYECKOr0 MPU3HAKA).

5. Eciu math OonbHA, TO BEPOATHOCTDL POXKACHUS 00JbHOTO pedeHka paBHa 50%, HE3aBUCUMO OT

moJja.

6. BoseroT kak My>KYWHBI, TaK ¥ )KCHIUHBI, HO B 1[€JI0OM OOJBHBIX KEHIITMH B cEMbE B 2 pa3a 0oJblIle,

yeM OO0JIbHBIX MYKYUH.

7.B CUJ1Yy TEMHU3UTOTHOCTU MYKUYMUHBI boueror Oostee TAXKEII0, HEM I'€TCPO3UTOTHBIC X KCHITUHEI.
HCKOTOpLIe X-CHCHHCHHBIC JOMUHAHTHBIC CUHAPOMBI JICTAJIbHBI JJI MY>KCKOI'O 110J1a, B 9TUX CEMbAX

POXKIAIOTCS TOJIBKO JIEBOYKH (OOJIbHBIE HITH 310POBBIE) U 370POBBIE MATBUUKH.
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Puc. 1-4. PonocnoBHas ¢ X-CIEeIUIEHHBIM JOMIHAHTHBIM TUIIOM HACJIEIOBaHUA

IIpu nokanu3zanuu B X-XpoOMOCOME PELIECCUBHOIO I'€HA TUIT HACICAOBAHUS HA3bIBACTCS X-
CIICTUICHHBIM PEIIeCCUBHBIM. JKEHIIMHBI TOYTH Beeria PEHOTHITHYECKH 37T0POBBI (HOCHTEIH ), T.C.
TeTepO3UroThl. TshKeCTh 0OJIE3HU 3aBUCUT OT CTEIICHH MOPAKCHUS PEPOYKTUBHON CUCTeMBI. J[ist

ATOTO TUIA HACIIEJOBAaHMS XapaKTEePHbI MPU3HAKH, IIPECTaBIeHHbIE HA puc. 1-5.

1. 3aboneBaHreM NOPAKAIOTCS MPEUMYIIECTBEHHO JIFOH MYXCKOTO T0Ja.

2. 3aboneBaHue HAOIIOAACTCA Y MY)KCKUX POACTBEHHUKOB MPOoOaH1a 0 MaTePUHCKOHN JTMHHH.
3. CpIH HUKOT' 1A HE HAacJeIyeT 3a00JIieBaHHE OTIIA.

4. Ecniu ipo0Oan - 60JbHAs KEHIIIMHA, €€ OTel] 00s13aTelIbHO O0JICH, & MaTh - TETEPO3UTOTHAS

HOCHUTCJIbHHUIIA, TAKKE ITOPAKCHBI BCC €€ CbIHOBbA.

5 B 6paKe MCKIY OOJILHBIMHU MYKUMHaMHU U 3J0PpOBbIMHA I'OMO3UTOTHBIMU KCHIIMHAMU BCC AICTU

OyAyT 370pOBbI, HO Y I04€peil MOI'yT ObITh OOJIbHBIE CHIHOBBSI.
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Puc. 1-5. PonocnoBHast ¢ X-clierieHHBIM PelieCCHBHBIM THUITOM HaCJIeI0BAHHUS

6. B Opaxe 601bHOr0 MY>KYHMHBI U )KEHIIWHBI-HOCUTEIbHUIIBI Joueph: 50% - 6onbHble, 50% -

HOCHUTEIbHUIIBI; CBIHOBBS: 50% - GombHbIE, 50% - 310pOBHIE.

7. B O6pake Mex 1y 37J0pPOBBIM MY>KYHHON M T€TEPO3UTOTHOM KEHIITUHOI BEPOSATHOCTD POXKICHUS

6opHOTO pederka coctaBuT 50% mis manbuukoB u 0% - TSI IEBOYEK.
8. XKenmuubl-HocuTenbHUIIBI UMEIOT 50% OombHBIX chiHOBEH 1 50% mMovepeii-HOCUTETBHUIL.
Y -CIleIUIEHHBIN THII HACJIEI0OBAHUS

B penkux cirydasx HaOIrOMa€TCS OTIIOBCKUHN WIIH TOJMAHIPHYECKUN THIT HACJICIOBAHMSI,

00YCIIOBJIEHHBI PUCYTCTBUEM MYTAIMH B FeHaX Y -XpPOMOCOMBI.

B ornumune ot ayrocom u X-XpoMOCOMBI Y-xpomocoma HECET CPAaBHUTEIBHO MaJIO F€HOB (110
MOCJIEIHUM JaHHBIM MeKAyHapoaHoro karanora reaos OMIM, Bcero okono 40). He6onbias yactsb

TaKHX I'CHOB I'OMOJIOrMYHa I'CHaM X-XpOMOCOMH, OCTAJIBHBIC TPHUCYTCTBYIOT TOJIBKO Y MY>KYMH.

HpHSHaK nepeaacTes 1o MY)KCKOﬁ nmuHuu. B Y-XpOMOCOMC HNMCIOTCA I'CHbI, OTBCYAIOIIMEC 3a
OBOJIOCCHHUC YHIHOﬁ PAKOBHHBI, CIICPMATOI'CHE3 (a3oocnepMH$[), HHTCHCUBHOCTBL POCTA TCJIA,

KOHCHHOCTCﬁ, SY6OB. PonocnoBhas IIPpHU 5TOM UMCCT XAPAKTCPHBIC IIPHU3HAKHU, IPEACTABJIICHHLIC HA

-
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Puc. 1-6. PonocnoBHas ¢ Y -ClieIIEHHBIM TUIIOM HACJIELOBAHUS



1.7.6.2. 'eneanornyeckuii aHamu3 Mpu MyJIbTU(HAKTOPUATHEHON MATOIOTUU

AHanu3 pooCIOBHBIX MPU MYJIbTU()AKTOPUATILHBIX (ITOJUTEHHBIX) 3200I€BaHUSIX OCHOBAH HE Ha
3akoHax MeHzens, Kak Ipy MOHOT'€HHOM MaToIOTUH, a Ha YMIIUPUIECKUX JAHHBIX (TOTY4EeHHBIX
OIBITHBIM ITyTeM). B pe3ynbTaTe MHOTOJIeTHUX HaOII0IeHUI ObUTH BBISBJICHBI CIICAYIOIIHE

0COOEHHOCTH, XapaKTepHBbIE /JIsl 3TON IaTOIOrUH.

1. BepOHTHOCTI) MMOSIBJIEHHS 3a00JI€BaHUS 3aBUCHUT OT CTEIEHU poAacTBa ¢ NOpaKEHHbIM YJICHOM

CEMbH, TaK KaK 3TO OIPCACIIACT KOJIUICCTBO O6HII/IX I'CHOB.

2. KonnuecTBo OOJIBHBIX POACTBEHHUKOB OMPEIEIAeT MPOrHo3 st npodanaa. Hanpumep: npu
caxapHOM JuabeTe pUCK s cuOCcoB MpoOaHaa B 3aBUCHIMOCTH OT YMCIIa OOMBHBIX POJICTBEHHUKOB
OyZIeT CIeIyIOInM:

- €CIIM POJUTENH 3I0POBBI, pUCK paBeH 5-10%);

- ecnu OOJIeH OJIMH U3 poauTenei, puck paseH 10-20%;
- ecnm O0NBHBI 00a poxuTens, puck Bozpactet 10 40%.

3. 'emeTnuecku IMPOrHo3 3aBUCUT OT CTCIICHU TAXKCCTHU 3a001eBaHusI IMOPa)XECHHOI'0 POACTBCHHUKA,
TaK KaK CTCICHDb TSXKCCTU IIPU My.HBTI/I(baKTOpI/IaIIBHBIX 3a00JI€EBAHUSIX OnpeaAcCiACTCA CYMMApHbIM
JIECTBMEM HECKOJIbKUX TeHOB. Tak, 4eJIOBEK, NOJyUYUBIINMA 4 T€HA, OT KOTOPHIX 3aBUCUT
apTepuaibHas TUIIEPTeH3HS, OyIeT UMeTh Oolee Tsokenyto (hopMy 3a00IeBaHus U, KOHEYHO,

6OJ'II>HIyIO BEPOATHOCTD IEpEaavu MaTOJIOIrM4CCKUX rcHOB IIOTOMCTBY.

4. 'eneTnyecKuii MPOTHO3 3aBUCHUT OT I10JIa MPOOAHIA, €CIIN €CTh IPEUMYIIIECTBEHHOE TIOPAKEHNE
Kakoro-i16o nosna. CTerneHp HaCIeICTBEHHON OTATOLUICHHOCTH JUIs Mpo0aH/1a yBETMUNBACTCS, €CIIN
ero 0OJILHOM POIUTENh OTHOCHTCS K PEIKO TTopakaeMoMy Tony. Tak, B cirydae siI3BeHHOU 00JIe3HU
KeJTy/IKa U ABEHAAATUIIEPCTHON KUIIKH B K10 CEMbe, OTATOLICHHOI 3TUM 3a00JIeBaHNEM,
BEPOSTHOCTD IIepe/Iaul T€HOB ITOTOMCTBY oiHaKoBa. OHAKO BEPOSTHOCTH 3a00JI€BaHNUS BCETAA
OorpIIe 711 POJICTBEHHUKOB MY>KCKOTO TI0JIa U B TOM CJIy4ae, €CIH MOPaKEHBI )KEHCKHUE

POICTBEHHUKH TIpoOaH/a.

5. Puck U TIOTOMCTBA YBCIIMYHUBACTCS IMPH aCCOPTATUBHBIX 6pa1<ax (6paKI/I, 3aKJII04YacMBbIC
(beHOTHHI/I‘ICCKI/I CXOJAHBIMH MHANBHUIAMU, - ITOJIOKUTCIIbHAA aCCOPTATUBHOCTD, 100
(beHOTHHI/I‘ICCKI/I Pa3IMYHBIMA UHANBUIAMH - OTpULATCIIbHAA aCCOpTaTI/IBHOCTb) npu OIHOU U TOU

Ke MyJIbTH()AKTOPHATIBLHON MATOJIOTHH Y 000UX CYIPYTOB.

6. Puck [y moToMcTBa BO3pacTaeT B KPOBHOPOJCTBEHHBIX OpaKax.

1.7.6.3. 'eneanornyeckuii aHaau3 Npu MUTOXOHPUATBHON NaTOJIOIUU

[lepenatoTcss MUTOXOHAPUH TOJIBKO € IIUTOIUIA3MON SAHLEKIETOK. XapaKTepHbIE MPU3HAKH TaKOBBI.
1. Ilepenaya naTonOruM TOJBKO 1O MATEPUHCKOW JTMHUU.

2. BonbHBIE OTIIBI HE TEPENAIOT 00JIE3Hb CBOUM JICTSIM.

3. bonerT u ManbuUMKH, U JICBOYKH.

4. I'ereporuazmus (MPUCYTCTBUE B OJHOM KJIETKE pa3IU4HbIX BapuaHTOB MUTOXOHApHanbHOM JITHK).



KoHTposnbHbIe BONPOCH! K 3aHATHIO |

1. Kakue y4yeHble CTOSIIM Y HICTOKOB T'€HETHKHU KaK HayKu?
2. DTanbl pa3BUTHUSI MEAUIIMHCKON T€HETHUKH.

3. Pa3nenbl MeUIIMHCKON T€HETUKH.

4. OCHOBHBIE TEPMUHBI METUIIUHCKON F€HETUKH.

5. 3agaun MeIUIIUHCKON T€HETUKH.

6. Kimaccuduxanus mytanuii Kak 3THOJIOTMYECKOro (haKTopa HacIeICTBEHHbBIX OONE3HEH.
7. Knnaccuduxanus HaciaeICTBEHHBIX 00JIe3HEH.

8. OCHOBHBIE TEPMUHBI U TOHATHUS TEPATOJIOTHH.

9. Knaccuduxarus BITP.

10. OcobeHnHOCTH MPOSIBICHUS HACTIEACTBEHHBIX 0OJIE3HEH.
11. ITousiTe 0 MOP(OreHETHUECKNX BapUAHTAX Pa3BUTHSL.

12. KiinHUKO-TeHeaTornuecKuii METO ] KaK METO/[ JUarHOCTHKH HACJIECTBEHHBIX OOJIE3HEN,

UCIIONIb3yeMast TEPMUHOJIOTHSI.
13. Ocobennoctu coopa aHamHe3a.
14. ®enoTUTIMYECKII aHATH3.

15. I'eneanorudeckuii ananms. [Ipu3Haku, XapakTepHbIC T PA3IMYHBIX THITOB HACIIETOBAHUS

MOHOT'€HHOM MaTOJIOTUH, MYJIbTH()AKTOPHATLHOW U MUTOXOHIPHUATHHON TTATOJIOTHH.



3ansaTue 2. ObLHIAA CEMUOTUKA
HACJIEACTBEHHbBIX BOJIE3HEM

Hens 3ansTus: popmupoBanue oOIIMX MPEACTABICHUN O XPOMOCOMHBIX, MOHOT€HHBIX,

MHOT0()aKTOPHBIX M HACJIEACTBEHHBIX OOJIE3HAX ¢ HETPAJAUIIMOHHBIM TUIIOM HACJIEJOBAHUS.
CryzaeHT JI0JIKEH 3HaTh

1. DTuonoruto, naToreHes3, KJIMHUYECKUE U TEHETHUECKHE OCOOEHHOCTH.

2. CoBpeMeHHbBIE METO/Ibl AUArHOCTHUKH.

3. IlpuHIMIIBI TeUyeHHsT pa3IMUHBIX KJIACCOB HACIIEACTBEHHBIX OO0JIE3HEH.

CryneHT TOKEH YMETh

1. Onmcarb peHOTUIT 0OIBLHOrO JIJIsi 00OCHOBAHUS MPEABAPHUTEILHOIO AMArHo3a HacaeACTBCHHOM

[aTOJIOTUH.
2. OpueHTHPOBATHCS B BEIOOPE METO/I0B TMArHOCTUKY HACIECTBEHHBIX OOJIE3HEH.

3. ChopMupoBaTh OKa3aHMS JIJIs TCHETHYESCKOI0 00CIICIOBAaHUS C TIOCICAYIOIIEH OIICHKOM ero

pE3yIbTaTOB.
2. XPOMOCOMBI - HOCUTEJIM HACJIEJJCTBEHHOU NUHOOPMALIMU

I'enernyeckast nHoOpMaIys, epeaaBaeMas U3 MOKOJICHUS B TIOKOJICHHE, 3aJI0’KEHA B XPOMOCOMaX.
Xpomocomsl (0T rped. Chroma - mBer 1 SOMa - Tejo) - HyKJICONPOTCHIHBIE CTPYKTYPHI B SIPE
KJICTKH, 3aMETHBIC B OIIPEICIICHHBIX (ha3ax KJIETOYHOTO IUKIIA (MATO3a HITH Mei03a). XpOMOCOMBEI -

BBICOKOKOH ICHCHPOBAHHBIN XPOMATHH, TOCTOSHHO MPUCYTCTBYIONINI B KIIETOYHOM siipe (puc. 2-1).

HacnencrBennast nH(GOpMAaIys CTpOro yrnopsigodeHa 1mo oTAeIbHBIM XpoMocoMaM. Kaxaprit
OpPTaHU3M XapaKTePHU3yeTCs ONpeaesIcHHBIM HAaOOpOM XPOMOCOM (YHCIIO, pa3Mephl U CTPYKTYpa),

KOTOpHﬁ HAa3bIBACTCAKAPUOMUNOM.



(! ?) ’l i D
n 3o 9 o N

e X3 ['
21 22

XY



To4ka NpUKpenneHns HATK BepeTeHa

LleHTpOMepa

[eTepOXPOMATUHOBMIA
y4acToK

KuHeTtoxop
(nepBuYyHas
NepeTaXKa)

XpomaTtugbl

. SYXPOMATHUH, ) % #-1—— XpomoHema
: g / - PanoH U =< N Y
e § XPOMOCOMb ; dTPUKC
| o

AApbILWKO

BropuyHas
nepeTaxKa

[eTepOXPOMATUHOBHIIA
CMYTHUK

Puc. 2-1. M300paxkenue 23 map deaoBeuecKux XpomMocoM. OHH OKpallleHbl ¥ pa3MEIEHEI 0 Mepe
yYMEHbIIIEHUs pa3Mmepa. Hanwune B mocienHeit mape Y -XpoMOCOMBI CBUICTEIBCTBYET O TOM, YTO 3TOT

HabOp XPOMOCOM - MY>KCKOM

KapuoTtun uenoBeka npezcrabieH 24 pasHbIMUA XpoMocoMamH (22 mapel ayTocoM, X- 1 Y -
XpoMOcOMBI). JKeHIIMHBI UMEIOT Mapy X-xpoMocoM (46,XX), a My>KUUHBI - OIHY X- ¥ OJHY Y -

xpomocomsbl (46,XY).

XpomMocoMa COCTOHT U3 IBYX MaIOYKO0Opa3HbIX Telel] - XxpoMaTtu. O0e XpoMaTH/Ibl KaX10i
XPOMOCOMBI MIEHTUYHBI IPYT IPYT'y 110 FTeHHOMY cocTaBy. Kaxkias XxpoMocoma Coaep>KuT
LIEHTPOMEpPY, KOTOpasi IEIUT XpOMOCOMY Ha JIBE€ 4acTH, 00pa3ys MpH 3TOM JJIUHHOE () U KOPOTKOE
(p) miedo. Ha HEKOTOPBIX XpOMOCOMax BbIAEISAIOT BTOPUYHBIE MEPETSIKKUA U CIYTHUKU. B
3aBHCUMOCTH OT PaCIOJIOKEHHUS IICHTPOMEPHI B KAPUOTHUIIEC YETTOBEKA PA3IIMYAIOT CIIeIYIOIIHE

XpOMOCOMBI.



1. MeranieHTpu4ecKue - MIeYr OJMHAKOBOM JTUHEI (p=q).

2. CyOMeTaneHTpUIeCKHe - OHO U0 JJIMHHEE Apyroro (p <q).
3. AKpOLIEHTPHYECKHUE - OJIHO IIJICYO HAMHOTI'O TIPEBHIIIACT APYIoe.
4. TeNnoNEeHTPUYECKHE - BTOPOE TUICYO MPAKTHUECKH HE Pa3IHIUMO.

XPpOMOCOMBI, UMEIOIINE OJMHAKOBBIN MOPSIIOK T€HOB, HA3bIBAIOT TOMOJIOTHYHBIMU. OHU UMEIOT
OZIMHAKOBOE CTPOEHHE (JIIIMHA, pacIIOIOKEHHE LIEHTPOMEpHI U T.11.). Heromonoruunsie XpoMOCOMBI

MMEIOT Pa3HbIN TeHHBIH HA0Op U pa3HOE CTPOCHHUE.

Monekyina Kaxa0i XpoOMOCOMBI OY€Hb JUIMHHAS, OHA TUIOTHO HAMOTAaHA Ha CTeU(pUIecKre OeIKu-
TUCTOHBI. JTO SIBJICHHE HA3bIBAETCS CYNEPCKPYUMBAHUEM WM cylepKoMnakTuianueit. Eciau
m3meputsb uHy Beerd [IHK oprannsma uenoseka, a vutu JIHK cinoxuTh 1o JyinHe, 3TOM 1BOWHOR

HUTBIO MOXKHO OBLTO OBl coeqmHUTH 3emutto u ConHie mpumepro 70 pas.

ITocTossHHOE YHCIIO XpOMOCOM B KApUOTHUIIC, UX UHANBUAYAJIbHOCTb U CJIO)KHOCTb CTPOCHUS
CBUACTCIILCTBYIOT O B&X(KHOCTHU BBITIOTHSIEMON UMH q)YHKIII/H/I OCHOBHOI'O TCHECTUYECKOI'O amrapara
KJIETKH. B comatndecknx KieTkax MMEeTcsl IBOMHOU (OuniouoHulii) Habop XpOMOCOM, a B TTOJIOBBIX

(rameTax) - OMHAPHBIN (2an10UOHbILL).

[Tepenauy HacneacTBEHHON HHPOPMAIIUK OT POAUTENEH ITOTOMKAM 00ECIIEYHBAIOT TaMEThI
(stitexuteTKH M criepMaTo3ouabl). ['ameTsl (oT rped. gamete - skeHa, gametes - my»k, gamos - 6pax) -
3TO 3peJIble MOJIOBbIE KIETKH, CIIOCOOHBIE K OIIOA0TBOpeHHIO. [IpH cliusHuM My>KCKOH U JKEHCKOM
raMeT oOpasyeTcs 3UroTa, Jaromnias Hayajao HOBOMY OopraHusmy. /leneHne 3uroTsl MpOUCXOANUT

IIyTEM MHUTO34.

lamonnHeIil HA0OP XPOMOCOM B rameTax o0pasyeTcs B pe3ysbTaTe CIOKHOro Imporecca
raMeToreHesa (0oreHes, criepMaroreHes) - Meioza. Meiios (0ot rped. meiosis - yMeHbIIIeHHUE) -
JieTIeHNe, IPUBOSIIEE K YMEHBIICHHUIO B sIpe KJIETKH Yncia XxpomocoM. [lyrem meiioza mpoucxoaur
00pazoBaHue SIMIEKIETOK M CIEPMAaTO30HM/I0B U3 OCOOBIX KJIETOK SIMYHUKOB U CEMEHHUKOB.

["amerorenes npoXoAUT YETHIPE CTAANN.

1. OGpazoBaHKe NEPBUYHBIX MOJOBBIX KJIETOK M MUTPALHS UX B TOHAIBI.

2. Pa3MHO)KEHUE MOJIOBBIX KJIETOK B FOHA/IaX MyTEM MHUTO3a.

3. YMeHbIIIeHHEe YHCcIa XpPOMOCOM B KaXK/I0H KIIETKe B 2 pa3a B pe3ysbTaTe Meio3a.

4. OxoHYaTenbHOE co3peBaHue U MU GEepeHIIMPOBKA raMeT U PEBPAICHHE UX B CIIEPMATO30H bl U

HﬁHCKﬂeTKH, KOTOPBIC CITOCOOHBI OIJIOAOTBOPATDL UJIH OBITH OIJIOAOTBOPCHHBIMMU.

T'oHagw! 3apobilia BHaA4YaJIC COACPIKAT OTHOCUTCIIbHO HEOOJIBIIIOE YHCIIO NEPBHUYHLIX ITOJIOBBIX
kietok. OHM HAYMHAIOT OHCPIruiHO ACJIUTHCA MUTOTHUYCCKU, U KX YUCIICHHOCTb PE3KO
YBCIMYUBACTCH. Muto3 oOecrieunBaeT nepeaady ABymMm JOYCPHUM KIICTKAM OAMHAKOBBIX Ha60pOB
XpOMOCOM. MurtoTtuuecku JACTIANHUECS Y KCHCKHUEC ITOJIOBBIC KIICTKM HAa3bIBAXOT OOIOHUAMMU, a

COOTBCTCTBYIOIIUC MYXKCKUC - CIICPMATOIOHUSMU.

Meiio3 cocTouT U3 JABYX IMOCJICA0OBATCIbHBIX ,Z[eﬂeHPIﬁ. Hepez[ HCPBBIM JICJICHUCM YABAUBACTCs I[HK

" KOJIMYECTBO XpOMATHU . HpI/I IEPBOM ACIICHHUU ACIIUTCA BECh Ha6op XPpOMOCOM. TTocne IepBOro



JIeJIeHHs OBICTPO HACTYIaeT BTopoe Jesenue 0e3 moarorosku u cunteza JIHK. Bropoe nenenue
MIPOTEKAET M0 TUITY MUTO3a - C TaINTIOMIHBIM HAOOpOM XpoMocoM. bruonornueckoe 3HaueHne Meiosa

COCTOMT B CJIEAYIOILIEM.
1. Meii03 npUBOAUT K YMEHBUICHUIO YHCIIa XPOMOCOM BJIBOE.

2. Meiio3 obecrieunBaeT pa3HOOOpasue raMeT 1o FTEHHOMY COCTaBy - B Mpodase 3a cueT
KpoccuHroBepa (0OMeHa ydacTKaMHi FOMOJIOTMYHBIX XPOMOCOM B TIPOIiecce KISTOYHOIO JACJICHUS,
MIPUBOIAIIET0 K HOBOMY COYETaHHIO I'CHOB B MeTada3se 3a cueT CBOOOIHOr0 MepeKOMONHUPOBAHHUS

XpOMOCOM).

3. CiryuaifHast BcTpeua rameT (CrepMaTo3011a U SHIIEKJIETKH ) ¢ KaueCTBEHHO Pa3IMYHbBIM Ha00OpOM
I'€HOB 00YCJIOBJIMBAECT KOMOMHATUBHYIO H3MEHUHUBOCTD - I€HBI POJIUTEICH KOMOMHHUPYIOTCS,

BCJIE/ICTBHE YETO y NETEeH MOSBIISIFOTCS MPU3HAKH, KOTOPBIX HE OBUIO Yy POAUTEIICH.

Urak, B pe3ynbrare Meiio3a 00pa3yroTcs KIETKU C raryIonaHbpIM HabopoM xpomocom (n=23). IIpu
HapyYIICHWUH JETICHHUS BOSHUKAIOT ITOJIOBBIE KJIETKH C M3MEHEHHBIM HA00pOM XpomocoMm (n-1=22 u
n+1=24 u ap.).

VY MyX4uH B T€UEHHUE KU3HH, HAUMHAS C ITyOePTaTHOTO BO3pacTa, 00pa3yeTcsi OrpOMHOE YUCIIO
CIIEPMATO30U0B, HECYIIIUX TPUMEPHO NOPOBHY X-U Y -XPOMOCOM. Y >KEHIIHH BCE MOJOBBIC KIETKU
3aKJIaJIBIBAIOTCS €IIe BHYTPUYTPOOHO, a B TaTbHEHIIIEM, 110 TOCTHKEHUH TI0JIOBOM 3pEIIOCTH,
©KEMEeCSIHO CO3pEBACT OJ[HA SHUIICKIIETKA. B CBsI3M ¢ 0COOCHHOCTSMH CO3PEBAHUS TaMET Y KEHIIUH
M000e MyTareHHOE BO3/ICHCTBUE HA OPTaHW3M, HAYMHAs CO CTAINH BHYTPUYTPOOHOTO Pa3BUTHSI,
MOYKET OBITh MPUYUHON T€HETHUECKUX aHOMAJIMH Y €€ IIOTOMCTBA. Y MY>KUHH, HalPOTHB, TIOKOJICHUS
CTIIEpMHEB JOBOJILHO OBICTPO CMEHSIOT JAPYT IpYTa, MTO3TOMY, €CITH MY)KYHHA KaKOe-TO BpeMs
HaxOJIUJICS B KOHTAKTE ¢ MyTareHHBIM (hakTOpoM ((PH3NYCCKUM, XMMUUICCKUM HITH OUOJIOTHUCCKIM),
TO criepMuH, oOpazyromuecs yxe depe3 1-1,5 roma mocie nmpekpaiieHus ero JeHCTBUS, HE HECYT
MYTaIlnu.

[Tpu HOpMaTLHOM TEUEHUU MEi03a B )KEHCKOM OpTaHu3Me 00pa3yeTcs OIWH THI raMeT,
cozepxkamux X-xpomocomy. OIHAKO MPU HEPACXOXKJICHUHU MTOJIOBBIX XPOMOCOM MOTYT
00pa30BBIBATHCH €IIe JIBa TUIA TaMeT - XX 1 0 (He coeprKalmx MOoJI0BBIX XpOMOcoM). B Mykckom
OpraHu3Me B HOpMe 00pa3yeTcs JBa THIa TaMeT, copepKamux X- U Y -XxpoMocombl. [Ipu

HEPACXOKACHUU ITOJIOBBIX XpPOMOCOM BO3MOYXHBI BApUAHTBI raMCT XY u 0.

Ilon GYHYIHCFO pC6CHKa OIpeaAcIACTCA B MOMCHT OIINIOAOTBOPCHUSA B 3aBUCUMOCTH OT COUCTAHUA

MOJIOBBIX XpoMOcoM (XX - skeHCKHM opranu3zm, XY - My»KCKOH).
2.1. Knmaccugukanus XxpoMOCOMHBIX 00sIe3HeH

XpOMOCOMHBIMH 0OJIE3HSIMH HA3bIBAIOTCSl HACIIECTBEHHBIC OONIE3HU, KITMHHYECKH
XapaKTepU3YyIOLIUECS] MHOXKECTBEHHBIMU BPOXKICHHBIMU NTOpokamu pa3Butus (MBIIP), npuunnoii

KOTOPBIX CIY’aT YUCIIOBbIE (TEHOMHBIE) U CTPYKTYPHbIE (XPOMOCOMHBIE) MyTaI1H.

XpOMOCOMHBIe 0oyie3Hn JACJATCA Ha ayTOCOMHBIC, CBA3AHHBIC C UBMCHCHUEM YHMCJIa U CTPYKTYPBI
ayTOCOM, U TOHOCOMHBIC, HpI/I‘{I/IHOﬁ KOTOPBIX CIIYXKXAaT U3MCHCHUA YK CJla U CTPYKTYPLI ITOJIOBBIX

xpomocom (X 1 Y).



Tun XpoMOCOMHOM aHOMAJIMK U XapakTep AucOanaHca XpOMOCOMHOI'O MaTepuaa JIeNAaTcsl Ha TPU

CPYIIIIBL.

1. YucnoBsie HapyIIEHUS MO OTJIEIBHBIM XPOMOCOMaM (aHEYIUTON U ).
2. Hapymienue KpaTHOCTH TaruIONIHOTO Habopa XpOMOCOM (TIOUTIIIONTHS ).
3. CTpyKTypHBIE MepeCTPOUKH XPOMOCOM (JIeJIeIInH, YTUTMKALUW, THBEPCHUHU, TPAHCIIOKAIINH U . ).

Aneynnouousi BO3HUKAET B pe3yjIbTaTe HEPACX 0K JACHHUS XPOMOCOM B MEHOTHUYCCKUX JICICHUSAX MU B
MuTO3€. TepMHUH «HEPACXOXKICHHE» 03HAYACT OTCYTCTBUE Pa3beIUHCHHS XPOMOCOM (B Meio3¢)
60 xpoMaTtu/ (B MUTO3€) B aHada3ze. B pe3ynbrare BO3HUKAIOT raMeThl ¢ aHOMaIbHBIM HA0OpOM
xpoMocoMm. M3 Bcex BapuaHTOB aHeyn1ououll y )UBOPOXKICHHBIX BCTPEUAIOTCS] TPUCOMHUU TIO
ayTocoMaM M ITOJIMCOMHUH 10 MOJIOBBIM XpOMOCOMaM (TpH-, TETPa- M MEHTACOMHUH), & K3 MOHOCOMUI

- TOJIBKO MOHOCOMUS X.

Ilonunnouous BO3HUKAET B pe3y/IbTaTe HApyIIEHHUsI HOPMAJIbHOIO MUTOTHYECKOTO IUKJIA: YABOCHHUE
XPOMOCOM HE COITPOBOXKIACTCS JICTICHUEM spa U KIeTKH. [[puMepbl MOMUTIIIONINH - TPUILIOUTUN
(69,XXX; 69,XXV; 69,XYY) u rerparutonuu (92,XXXX; 92, XXXV u ap.). OTv HapymIeHUS HE
COBMECTUMBI C )KU3HBIO M BCTPEYAIOTCS B MaTeprase CIOHTaHHBIX a00PTYCOB U MEPTBOPOXKIEHHBIX,
a MHOTJIA M Y )KHBOPOXKIEHHBIX, MTPOJIOJKUTEITLHOCTD )KHU3HU KOTOPBIX C TAKUMH aHOMAJTHUSIMHU

COCTaBJIACT, KaK IPaBUJIO, BCEIr0 HECKOJILKO JTHEeH.

VY denoBeka 0OHAPYKUBAIOTCS CICAYIONINE THITHI CMPYKMYPHLIX XPOMOCOMHBIX MYTAITH: IEICIINH,
TYTUTHKAIH, MHBEPCHH, TPAHCIOKAIMHU U JIp. [lenenus (BpIlTajieHre ydacTKa) B OTHOM U3
TOMOJIOTUYHBIX XPOMOCOM O3Ha4aeT YaCTUIHYI0 MOHOCOMHMIO TI0 3TOMY YYacCTKY, a AYTUTHKAIIHS
(yIBOCHHE yJacTKa) - YaCTUYHYIO TPUCOMUIO. TpaHciokanus (IIepeHoC YaCcTH XPOMOCOMEI C OHOM
Ha JPYI'yI0) MOKET OBITh PELIMIIPOKHOM (B3auMHON). Eciii oHa MporcxoauT 0e3 MoTepH y4acTKOB
BOBJICUCHHBIX B HEE XPOMOCOM, TO OHA Ha3bIBaeTCs cOalaHCupoBaHHOW. TpaHCIIOKaIHs MEXTY
JBYMSI aKpOIICHTPUYECKUMHU XpOMOCOMaMH (poOepTCOHOBCKAs) TOKE COaTaHCHpOBaHA.
Tpancaokanum, Kak ¥ HHBEPCHH (IIOBOPOT ydacTKa XpoMocoMbI Ha 180°), He IpOsSIBISIOTCS
(heHOTUTTMYECKH, TaK KaK IPH 3TOM coxXpansieTcs Oamanc reHoB. OTHAKO B MPOIECCe KPOCCHHTOBEPA
y HOCHUTeleH cOaTaHCHPOBAHHBIX TPAHCIOKAIMNA U UHBEPCUH MOT'YT 00pa30BBIBATHCS
HecOaJaHCHUPOBAHHBIC TAMETHI, T.€. TAMEThI C YACTUYHOHN JIUCOMHEH, YACTUIHON HYJIMCOMHUEH HITH C
00eUMH aHOMAJTUSIMU B PA3HBIX YUaCTKaX.

XpOoMOCOMHBIE a0eppalliy U U3MEHEHHS KOJTMYECTBAa XPOMOCOM MOTYT BO3HHUKATh Ha Pa3HBIX dTamax
pa3BuTHs opraHu3Ma. Eclii OHM BO3HUKAIOT B TaMeTax pOIUTENIeH, TO aHOMaIIUs OyIeT
HaOJI0IaThCs BO BCEX KJIETKAX pa3BHBAIOIICTOCs opraHu3Ma. Eciu anoMainus BOSHUKAET B MPoIiecce
AMOPUOHATIBLHOT'0 PA3BUTHS TIPU APOOJICHUN 3UTOTHI (ITOCT3UTOTUYCCKIE HAPYIIICHHUSI MUTO34),

KapuoOTHuIl Ij104a 6y,Z[€T MO3aHu4YHBbIM.

VY yenoBeka MOTYT OBITh CIIEAYIOIINE CIy4au MO3aHIIM3Ma 110 MOJIOBBIM XpomMocomaM: XX/ XXX;
XY/XXY; XO/XXX; XO/XXY u np. Yncao aHOMaNbHBIX KJIETOK MOXKET ObITh Pa3IMYHBIM: UEM UX
Oosble, TeM Ooiee IPKO BbIPaKEH CUMIITOMOKOMIUIEKC TOM MJIM MHOW XpOMOCOMHO# Oone3nu. B
HEKOTOPbIX CIIy4asiX y/AelIbHbIA BEC aHOMAJIbHBIX KJIETOK TaK HEBEJIHK, YTO YETIOBEK Ka)ETCsl

(])CHOTI/IHI/I‘IGCKI/I 300POBbIM.



Mo3anuHble OpraHU3Mbl MOT'YT COJIEPKaTh HECKOIBKO (2, 3 1 GoJee) KIETOYHBIX KIOHOB €
Pa3IMYHBIMHA KApUOTUIIAMHU. DTO SIBJICHHE MOXKET COMPOBOXKIATHCSI MO3aUIIM3MOM BO BCEX JIMOO B

OTACJIBHBIX OpraHax U TKaHsiX.

BonpmMHCTBO XpOMOCOMHBIX 00JI€3HEH BO3HUKACT CIIOPAIMUECKU B pe3ysbTaTe MyTalluii B raMeTax
3/I0POBBIX POIUTEINICH WIK HA IEPBBIX JEIECHUSAX 3UTOThl. XpPOMOCOMHBIE U3MEHEHUS B FaMeTax
IIPUBOJIAT K PA3BUTHIO TaK Ha3bIBAEMbIX MOJIHBIX, MU PETYJISIPHBIX, (POPM HapyIllIEHUs] KApUOTHIIA, a
COOTBETCTBYIOIINE U3MEHEHHUSI XPOMOCOM Ha PAHHUX CTaUsAX Pa3BUTHUS SMOPUOHA CIIyXKaT

HpH‘lHHOﬁ BO3BHUKHOBCHUSA COMATUYCCKOI'0O MO3auliu3Ma, Ujin MO3auIHbIX OPTraHU3MOB.
2.2. Yacrora, natoreHes U KJIMHUYECKHE OCOOEHHOCTH XPOMOCOMHBIX 00JIe3HEeH

XpoMocoMHBIE O0IE3HN Y HOBOPOXKIEHHBIX BCTPEYAIOTCS C YACTOTOM MPUMEPHO 5-7 cilydaeB Ha
1000 HOBOPOKIEHHBIX. BOTBIIMHCTBO XPOMOCOMHBIX aHOMAIINH (TIONHUIUTIOUTUH, TATUIONIAH,
TPUCOMHH I10 KPYITHBIM XPOMOCOMaM, MOHOCOMHUH ) HECOBMECTHMBI C KU3HBIO - SMOPHUOHBI

AIMMUHHUPYIOTCS U3 OPraHu3Ma MaTepy B paHHHE CPOKH OEpEMEHHOCTH.

XPpOMOCOMHBIE aHOMAJIMH BO3HUKAIOT TAKXKE U B COMAaTUYECKUX KJIETKaxX C 4acTOTOH okoio 2%. B
HOpME TaKHe KIJIETKH HMMUHHUPYIOTCSI IMMYHHON cucTeMoi. B HEeKOTOpBIX ciydasx (aKTHBAIHS
OHKOT€HOB) XPOMOCOMHBIE aHOMAJIMM MOTYT OBITh IPUUMHOI 3JI0KayecTBEHHOro pocta. Hampumep,
TpaHCIOKaLUs MEXAY 9-i1 u 22-i XpOMOCOMOM BBI3BIBAET MUEIIOIEUKO3.

[TaTorene3 XxpoMOCOMHBIX O0JIe3HEH 10 KOHITA HesiceH. Ob1ee Tt Bcex GopM XPOMOCOMHBIX
Oorne3Hel - MHO)KECTBEHHOCTb TIOPAKEHUS: YePETTHO-THIIEBbIEe aHOMAIIUH, BPOXK/ICHHBIE TTOPOKH
Pa3BUTHSL, 3aMeUIEHHUE BHYTPHYTPOOHOTO M TOCTHATATILHOTO POCTA M Pa3BUTHSA, OTCTAaBAaHHE B

TICHXWYECKOM Pa3BUTHH, HApYyIICHHs (PYHKIINH HEPBHOW, UMMYHHOUH W SHIOKPUHHON CHCTEM.

Knnandeckoe n3ydeHnue XpOMOCOMHBIX 0OJIC3HEH MO3BOJISET BBIACIUTD Psijl IPU3HAKOB, KOTOPBIC B
Pa3MYHBIX COUYCTAHUSAX U C PA3HON CTEIICHBIO BEIPAXKCHHOCTH BCTPEUAFOTCS Y BCEX MTOPaKECHHBIX
HHAUBUIYYMOB. K TakuM Ipru3HaKaM OTHOCST YMCTBEHHYIO OTCTAJIOCTh, IIPE- M IIOCTHATAIBHYIO
3aJICPIKKY Pa3BUTHS, TIOPOKU PA3BUTHS MHOIUX OPraHOB U CHCTEM, OCOOCHHO YepPEITHO-THIICBOM
00J1aCTH, CKEJIeTa, CePACUHO-COCYAUCTON U MOUCIIONOBOM CUCTEM. B 4acTHOCTH, OTMEUArOTCS
KpaHuodalyaabHas JUCIUIa3us, aHOMalbHbBIC ()OpMa M PACIIOI0KEHHE YIIIHBIX PAKOBUH, AHOMAIUU
CTPOCHUS TIa3HBIX IIeNIel U 00K, crienu(ruIecKkoe H3MECHEHHE KOKHOI0 PUCYHKA Ha JIAJOHIX U

nmoaoumBax, aHOMaJIuu CTPOCHHA U PACITIOIIOKCHUA 1TAJIBIICB HUKHUX U BEPXHUX KOHEUHOCTEH U Ap.

Bce quarnoctuyeckue IIpHU3HAKH, BCTPCHAOIIUECCS ITPHU XPOMOCOMHLBIX 60J'I€3H$IX, YCJIOBHO ACIIATCA

Ha TPU TPYIIIBL.

1. K mepBoii rpyrine MOKHO OTHECTH KOMILIEKC TPU3HAKOB, MO3BOJISIFOIINX 3a10JO3PUTh
XPOMOCOMHYIO aHOMaJIMIO. DTO OOIIMe MPU3HAKU: (U3HUECKOE HEOPA3BUTHE, Pl IU3MOp (Uit
MO3TOBOT'0 U JIMIIEBOIO Yeperna, KOCOIanocTh, KITMHOAAKTUIINS (pagualbHOE UCKPUBIICHNE

JMCTAILHOU (hajlaHTW) MU3HHIIEB, TOPOKU PA3BUTHUS BHYTPEHHUX OPTaHOB (CEpAlIa, MOYEK, JIETKHX ).

2. Ko BTOpOI#1 rpynie OTHOCAT MPU3HAKHU, BCTPEUYAIOIIUECS B OCHOBHOM IIPH ONPEIEICHHBIX
XPOMOCOMHBIX 00Je3HsX. VX coueTanue no3BoisieT B OOJIBIIMHCTBE CIIY4aeB MPENNOI0KUTh
XpPOMOCOMHYI0 aHoManuto. Harpumep, npu TpucoMun XxpoMocoMsl 13 - riiyOokas 3ajiepkka
YMCTBEHHOT0 U (pusnueckoro pazsutus (100%), mopoku pazsutus LHIHC, Hu3K0 pacnonokeHHble

nepopmupoBanubsie yuin (90%), BpoxxaeHHble mopoku cepaua (80%), munensie pacuienunsl (70%),



anomanuu nouek (60%), nonuaaktuus (50%). [lpu TpucomMun xpomMocomsl 18 - Tskenas 3aaepixka
MICUXOMOTOPHOT O U (husuueckoro pazsutus (100%), 3aTpyAHeHUs IPU MIOTAaHUU, TPOOIEMBI C
kopmiienueMm (100%), kpuntopxusm (100%), nonuxonedanus (90%), MUKporHaTusi, KOpoTKas
rpyauna (90%), BpoxaenHbie mopoku cepaua (90%), Hu3komnocaxkxeHHble 1eOpMUPOBAHHBIE YIITHBIE
pakoBuHbI (80%), crubatensubie edopmaryu naibies (80%).

3. K Tperbeii rpynme OTHOCSAT MPU3HAKH, XapaKTePHBIC TOJBKO JIJIS OJTHONH XpOMOCOMHOM aHOMAJIUH,
HalpuMep «KOLIauuil KpUK» [PU CUHAPOME JeJIELUH KOPOTKOTO Ijieya XPOMOCOMBI 5, ajonenus
[IPU CUHAPOME JIEJIELIUU KOPOTKOIO IJIe4a XpOMOCOMBI 18.

[Tpu u3ydennn koppensaunu HeHOTUIIa C KAPUOTUIIOM OBLITO CIEIaHO BAKHOE 3aKITIOYCHHE: YEM
Oo0JIbIIIE XPOMOCOMHOT'O MaTepHaia yTpadyeHo Wi MPUOOPETEHO, TEM CUIIbHEE BHIPAYKEHBI
OTKJIOHEHUS B Pa3BUTHH, TEM PaHbLIE B OHTOI€HE3€ OHU NposiBisitores. [1o atum npuunnam
AHOMAJIMU T10 KPYITHBIM XpOMOCOMAaM Y KMBOPOKICHHBIX BCTpeUaroTcs KpaitHe peako. Kpome Toro,
HEXBaTKa Fr€éHETHYECKOr0 MaTeprasia CKa3bIBaeTCsS Ha OPraHu3Me TshKelnee, yeM U30bIToK. [Tomabie
MOHOCOMHUH I10 ayTOCcOMaM (Y JKHBOPOXKJICHHBIX JIeTel) He BCTpeuaroTcs. TKeCTh KIMHUYSCKON
KapTHHBI 3aBUCHUT HE TOJILKO OT pa3Mepa XpOMOCOMbI, BOBJICUEHHOH B MATOJOTMYECKHUI MPOoIiecc, HO
1 OT €€ KaueCTBEHHOI0 cocTaBa. Hampumep, mojHbIe TPUCOMUH Y KUBOPOKJIECHHBIX Yallle BCETO
o0HapyXuBarOTCs 1Mo ayrocomam 13, 18, 21. D10 cBsi3aHO ¢ TeM, YTO JaHHBIE XPOMOCOMBI COZIEPKAT
OoJIBIIIE TeTEePOXpPOMATHHA, YeM dyXxpoMaTtrHa. OCHOBY ITOCIIETHETO COCTABIISIOT aKTUBHBIC PAOHBHI,
coJieprKalliie TeHbl, KOTOPbIE KOHTPOIUPYIOT Pa3BUTHE MPU3HAKOB opranu3Ma. U, ecrectBeHHo,
CKOpee TOTrHOHET Ta KJIETKa, B KOTOPOIH MMEeTCsl HeXBaTKa TeHOB, OIPEICIISIONIIX MTPOIYKIIUIO
OEITKOB, KOTOPBIC YIACTBYIOT B KITFOUEBBIX OMOXHMHYECKUX PEAKITUAX, 00€CTICUNBAFOIINX

JKM3HECIIOCOOHOCTD KJIETKH.

JIJ1s XpOMOCOMHBIX HapyIICHWH XapaKTEPHO YBEIMUEHUE YaCTOThI BHYTPUYTPOOHOM rHOETH
AMOPHOHOB | I10/10B. OTHAKO MTPH HEKOTOPBIX XPOMOCOMHBIX aHOMAJIHSIX COXPaHSETCS
KHU3HECTIOCOOHOCTh OpraHu3Ma. B mepByro odepeb 3TO OTHOCUTCS K TPYIIIE CHHIPOMOB, CBSI3aHHBIX
C MaToJIOTHEH B CHCTEME TI0JIOBBIX XpoMocoM. O0Iee HapylIeHne TeHHOro Oaanca, BBI3BAaHHOE
JTAHHBIMHU HApYIICHUSIMH, TOPa3a0 MeHee (haTaabHO I Pa3BUTHS OPraHU3Ma, YeM 3TO HMEET MECTO
MPU ayTOCOMHBIX CHHIPOMAX.

OTMeueHa 3aBUCUMOCTh CTETIEHH YMCTBEHHOM OTCTAJIOCTH OT KOJIWYECTBA JOMOTHUTEIBHBIX
MTOJIOBBIX XpOMOCOM. [IpUYHHBI yMCTBEHHON OTCTAJIOCTH, BEPOSATHO, 3aKJIFOUAIOTCS B TPYOBIX

HapyHICHUAX 'CHHOI'O Oananca 1, COOTBCTCTBCHHO, HAPYIICHUAX MHOXXCCTBA OOMEHHBIX IMponecCoB.

B ¢hopmupoBanum kimHUYeCKUX ((PEHOTUITNIECKUX ) TPOSBICHUN XPOMOCOMHBIX aHOMAJIHH
y4acTBYIOT MHOTHe (hakTopbl. Cpean HUX B TIEPBYIO OYepeb CIEeAyeT OTMETUTh T€HOTHUII
OpraHu3Ma, TeHHBIH COCTaB XPOMOCOMBI, BOBJIIEKaEMOH B XPOMOCOMHYIO a0eppalyio, TUI adeppaiuu
1 pa3Mep HEeIOCTAIOLIEro WM 30BITOUHOTO XPOMOCOMHOI'0 MaTepuaa, CTeNeHb MO3auYHOCTH

OpraHu3Ma o abeppaHTHBIM KIICTKaM.
2.3. Knnuaunueckast XapakKTepHCTUKA HEKOTOPBIX XPOMOCOMHBIX CHHJIPOMOB
2.3.1. Cunapombl TpUCOMUMN

Cunnpom Jlayna



Cunnpowm (6one3nn) Jayna (CJ1) - cuaapom Tpucomuu 21, camas gactast popMa XpOMOCOMHOU
naronoruu y yenoseka (1:750). [lurorenernuecku cunapom JlayHa npeacrasiieH (puc. 2-2):

* mpoctoi Tpucomueit 47,XX,+21; 47,XY,+21 (94% cnydaeB) - 3T0 Bo3pacT3aBucumas ¢popma;

* TpaHCIOKaMOHHOHW opmoit, Hampumep 46,XX, t (21/13) (4% ciydaeB) - 3T0 ceMeiiHas WIn

BO3pacTHe3aBHCcUMast (hopMa;
* Mo3zaunu3moM, Hanpumep 46,XY/47,XY,+21(2% cnyuaes).
Y MaJIb4MKOB U IEBOYEK ITaTOIOTUS BCTPEUASTCsl OAMHAKOBO YacTo.

JlocTOBEpHO YCTaHOBJIEHO, YTO C BO3PACTOM MAaTepH cTapiie 35 JeT Bo3pacTaeT BEPOsSTHOCTh
poxxaeHus: pebeHka ¢ cuHapoMoM JlayHa. Bo3MOKHOCT BOSHUKHOBEHHS IOBTOPHOT'O CITydast

3a00J1eBaHus B ceMbe cocTaBiser 1-2%.

Tpu yeTBepTH BCEX CllydaeB TpaHCIOKaui ipu 6one3nu Jlayna o0yciioBI€HbI HOBOW MyTallueH.
CemMeliHblii XapakTep HOCAT 25% ciiydaeB TpaHCIOKaLUi, IPH 3TOM ITOBTOPHBII PUCK TOPA3a0 BBILIE

(mo 15%) 1 BO MHOTOM 3aBUCHUT OT THIIA TPAHCIOKAIIMH U TI0JIa HOCUTEIS TPAHCIIOKAIUH.



Puc. 2-2. Cungpowm Jlayna

Knuandeckue nposiBiieHus: cuaapoma JlayHa: miockoe JIUIo, MOHTOJIOMTHBINA pa3pes ri1a3, SMUKaHT,
nsATHA bpymBriIbIa HA paayKKe, Kocoriasue (cTpadu3M), YILIONICHHAS TIePeHOCHIIa, Opaxuiiedanms,
MJIOCKUH 3aThUIOK, TUCTUIACTHYHBIC YIIIA, KOPOTKAs IIUPOKAs IIesi, KOPOTKHE KOHEYHOCTH,
OpaxumesodaraHrus, CIMHUYHAS CTHOaTeIbHAS CKIIa/IKa Ha MU3UHIIE, KIIMHOMAKTWIHS V Majblia,
TUIICPITOJIBUYKHOCTH CYCTaBOB, MOMNEPEYHAs JaI0HHAS («00E3bsHbs») CKIIa/IKa, MbIIICYHAS
TUTIOTOHUS, BPOXKICHHBIC TOPOKH cepAna (Ae(heKThl MEXIKETYI0YKOBON WIIH MEXKITPEACEPAHON
MeperopoIku, GuOPO3IaCTO3 U JIp.) U OPTAHOB MUIIIEBAPEHUS (aTPe3us IBEHAIIATUIICPCTHON
KHIIKA, O0JIe3Hb [ MpIImpyHra u JIp.), MaKporioccusi, 00p0o3a49aTocTh sA3bIKa, aHOMAIMH 3y0OB,

APKOBHUAOHOC Hé60, MHUKpOTrHaTus.

Cpe,un OOJBHBIX C CUHAPOMOM I[ayHa ¢ Ooree BBICOKOM qaCTOTOﬁ, YEM B IMonyJauru, BCTPEUYArOTCA

cilydan JICHKEMUH U T HUIIOTHUPECO3a. C camoro PAaHHETO BO3pacTa OTMECYACTCA OTCTABAHUC B



MICUXOMOTOPHOM, peueBoM U (pusnueckom pazputuu. Cpennee 3Hauenue 1Q cocrasnser 50, HO yale

BCTpEYaeTCsl yMEpEHHas 3aJIePKKa YMCTBEHHOTO Pa3BUTHSI.

B pesynbTare TsKeNbIX HapyLIeHUd HMMYHHOM cucTeMbl TpU cuHApoMe [layHa cliokHee NpoTeKaT
HH(DEKIMOHHBIE 3a00JIeBaHNUS, TIPOIIECCHI CTAPSHUSI U «BO3PACTHBIC» 00JIE3HN MaHU(PECTUPYIOT B
Oosee paHHEM BO3pacTe, XapaKTepeH MHO)KECTBEHHBIN Kapuec. OTMEUaroTCs TaKKe TSHKEIbIe

pPENpPONYKTUBHBIEC HapyIIeHus (60IbHbIE OECIIONHBI).

XapakTepHblii Tpu3HaK cuHApoMa JlayHa - aHoManbHas 1epMaroriuduka (pUCyHOK JIaJOHHBIX
JIUHUI) B BUJIE TTONIEPEYHOM JIaJOHHOM JTMHIH, TaK Ha3bIBaeMasl YeThIpeXmnaiblieBas 00po3/1a uin

«00€E3bSIHbSY CKIIAKA.
CpenHsisi TPOAOJKUTEIBHOCTD )KU3HH MTPU CHHpOME JlayHa 3HAUUTEILHO HIIKE, YeM B IO YJISIIIHN.
Cungpowm Ilaray

Cunnapowm Ilaray (CII) - cuaapom tpucomuu 13, Bctpeuaercs ¢ gactoToi 1:6000 HOBOPOKICHHBIX.
Hmeercs 1Ba IUTOreHETUUECKUX BapuaHTa cuuapoma Ilaray: npoctas tpucomus (75%) u

TpaHCIOKanoHHas Gopma.

3aBHCHMOCTD MEXIy TpoCTOi TpucoMHoi Gopmoii CII n Bo3pacToM MaTepy MeHee BRIpaKeHa, YeM
pu cuHapome Jlayna.

Uetsepts ciyuaes CII - ciieicTBrE TpaHCIOKAIMK C BOBJICYCHUEM XPOMOCOM 13-if mapsbl, B TOM
YHCJIE B TPEX U3 YETBHIPEX TAKMX CIIYYaeB 3a CYET BHOBb BO3HUKIIEH MyTannuu. B 25% ciydaes
TPAHCJIOKAIIHS C BOBJICUEHUEM XpPOMOCOM 13-if mapbl IMEET CEMEWHBIN XapaKTep ¢ MOBTOPHBIM

puckom 14%.

[Tpu CII HaGmromaroTes TSHKETbIe BPOXKACHHBIE TOpoku. Jletn ¢ cuaapomom [latay poxkmarores ¢
Maccoi Tena Hrke HopMbI (2500 T). YV HUX BBIABISIOTCS YMEpEHHAs: MUKpoledaus, HapyIIeHne
pa3Butus pa3muuHbx otaenoB [[HC, Hu3KuMii CKONIeHHBIH 7100, CY)KCHHBIC TIa3HbIC TIEH,
THIIOTEIOPU3M, MUKPO(TaIbMuSsl, KOJTOOOMBI paay>KKH, TOMYTHEHHE POTOBHIIbI, 3aIlaBIIast
MEePEeHOCHIIA, IUPOKOE OCHOBAHUE HOCA, 1e()OPMUPOBAHHBIE YIITHbIE PAKOBUHBI, pacIleInHa
BepXHe ryObl u HEOA, MOMUIAKTIIINS, (PIIEKCOPHOE MOJIOKEHNE KUCTeH, kopoTkast mies. Y 80%
HOBOPOKJCHHBIX BCTPEYAIOTCS IOPOKU PA3BUTHS cepala: 1eQeKThl MeXOKEITYI09KOBON U
MEKITPEICEePAHON TIePEropoioK, TPAHCIIO3UIUH cocynoB U aAp. Habmonatorcs puOpokucTo3Hbie
M3MEHEHHUS TOKENTYI0UYHOH JKele3bl, 100aBovHas celle3eHKa, YMOpHOHAIbHAS ITYITOYHAs TPhIKA.
[Touku yBenu4eHbl, UMEIOT MOBBILIECHHYIO J0JIbYATOCTh U KUCThI B KOPKOBOM CJI0€, BBISBIISIFOTCS

MOPOKHU pa3BuTHUs NonoBbIX opranos. s CII xapaktepHa rpy0ast 3aiepyKKa BCeX BHIOB Pa3BUTHA.
BonbmmucTBO 60nbHBIX ¢ cuHApoMoM Ilaray (98%) ymuparoT B Bo3pacTe 10 roja.
Cungpom DaBapaca

Cungpom Dasapaca (CD) - cunapom tpucomuu 18, BcTpeuaercs ¢ yactoroit npumepno 1:7000

HOBOPOXKICHHBIX.

Hutorenernuecku CO npeacrarieH npoctoi Tpucomueit 18 (90%), B 10% ciaydyaeB Habmoaaercs
MO3aulu3M. Y JIEBOYEK BCTPEUACTCS 3HAYUTEIILHO Yallle, YeM Y MaJIbUHKOB, UTO CBSI3aHO, BO3MOXKHO,

¢ OOJIBIIICH JKM3HECTOMKOCTBIO JKEHCKOI'0 OopraHu3mMma.



Hetu c Tpucomueil 18 vaie poxaat0TCsl y MOKUIIBIX MaTEPE, B3aMMOCBA3b C BO3PACTOM MaTepu
MEHEE BBIPAKEHA, YEM B CIIydasix TPUCOMHUHU XpoMmocombl 21 u 13. lns sxeHiuH crapiue 45 JeT puck
poauTh GonbHOTO pedenka cocrapisiet 0,7%.

Jetu ¢ Tpucomueit 18 porkIatoTCsi C HU3KOM Maccoi Tena MpH JOHOLIEHHOW OepeMeHHOCTH,
OCJIO)KHEHHOH MHOTOBOIMEM, TUIIOIUIA3KeH MJIalleHThl, €MHCTBEHHOM MTyIIOuYHON apTepuei, ciadoit
aKTMBHOCTBIO U Tunorpodueit mwiona. Penorununyeckue nposisiaeHus CO MHoroobpasnel. Hanbosee
94acTO OTMEYAIOTCSI aHOMAJIMK MO3IOBOT'0 U JIMLIEBOro ueperna. Yepen gonuxoredanndeckoi (opmsl,
MHUKpPOTHATHsI, MUKPOCTOMHSI, BBICOKOE HEOO, KOPOTKasi BepXHss ry0a. ['a3Hble menu y3kue u
KOpPOTKHE, N1T03. YIIIHbIE PAKOBUHBI 1e()OpMUPOBAHHBIE, HU3KOPACIIOI0kKEeHHbIe. HapyKHbIi
CIIyXOBOM ITPOXOJ1 CYK€H, HHOTJa OTCYTCTBYET. [ pyinHa KOpoTKast, MekpeOepHbIe TPOMEKYTKH
YMEHBILEHBI, IPyIHas KJIE€TKa [IUPE U KOpOoU€e 10 CPABHEHUIO C HOPMOM. ['Mnormiasust cockos,

COCKOBBII TUIIEPTEIOPU3M.

B 80% cny4yaeB Habmo1aeTcsi aHOMaIbHOE PAa3BUTHE ONTOPHO-IBUTATEIILHOTO arllapara:
OrpaHWYCHHE JBMKCHHUI B Ta300€PEHHBIX CycTaBax (OTBEICHMS ), KOCOIAMOCTh, CrHOaTEIbHbIC
nedopMaIyy majableB pyK, CHHIAKTIIINA, iepekpeiBanne V nanbieM [V, 11 namenem 111, koporkwmii |
TaJIell CTOIBI, THUTIOIUTA3Hs HOTTEH, CTOMma-Kadaika (IsITKa BRICTYIAET, CBOJI MTPOBHUCALT), OOJIBIIION
HaJIer] YTONIIEeH U yKOpoUeH. 113 TOpOKOB BHYTPEHHHX OPraHOB HanboJIee YacTO OTMEUAr0TCs
TTOPOKH CEP/IIa U KPYITHBIX COCYIOB (e EKT MEKIKETYIOIKOBON MTEPETOPOIKH, aTlIa3HH OJTHOM
CTBOPKH KJIAIIAHOB aOPTHI U JIETOYHOM apTEPUH), IIOPOKU Pa3BUTHS MOYEIIOJIOBOM CUCTEMBI,
KEITyJOYHO-KHUIIIEYHOT'0 TPaKTa (He3aBepIIeHHBIN TTOBOPOT KUIIEYHNKA, BHINAICHUE MTPSIMON KUIIIKH,
TMBEPTHKYI MeKKes), axoBble, MylnouHble Tpehku. Halmronaetces Tuoria3us Mo3xeuka u
MO3O0JIUCTOrO Teja. Y BceX OONBbHBIX OTMEUAIOTCS BRIPAXKEHHAsI yMCTBEHHAS OTCTAJIOCTh, MBIIIIEUHAS

TMIOTOHUSA, CMCHAIOIIAACA THIIEPTOHYCOM.

[IponomxurenbHOCTb )U3HU Aetel ¢ CO HeBenuka: 60% aerell yMuparoT B BO3pacTe 10 3 Mec, 10

rojia mokuBaeT b 1 pederok u3 10.
Cunapom nonucomMuu X

Uactora Bctpeuaemoctu 1:1000 HoBOpoxkaeHHbIX AeBouek. Kapuorun 47,XXX. B Hacrosiniee Bpems
HMMEIOTCS onrcanust Terpa- u nmearocomuit X (48, XXXX; 49, XXXXX). [MTonmucomun no X-
XpOMOCOME BO3HHKAET B Pe3yJIbTaTe HEPACXOXKACHUS TOJIOBBIX XPOMOCOM B MEi03€ WK TIpU
MIEPBOM JICTICHUH 3UTOTHI.

Cunapomy nonmucomMuu X MPHUCYI 3HAYUTEIBHBIN MOTUMOP(HU3M. BOIBIINHCTBO KEHILIUH €
TprCcOMUeH 1Mo X-XpoMOCOME UMEIOT HOPMAaJIbHBIN (PEHOTHUI, OTCYTCTBHE OTKIIOHEHUH B ITOJIOBOM
Pa3BUTHH, HOPMAIIbHYIO TUIOIOBUTOCTh. ¥ HEKOTOPBIX M3 HUX MOXET ObITh HapylieHa ()yHKIUs
SMYHUKOB (BTOPUYHAS aMEHOpes, AMCMEHOpesi, paHHsIsl MeHomay3a). TeTpacoMus U MeHTacOMHUS 10
X-XpOMOCOME MPHUBOIAT K MOSBICHUIO 00JIee BHIPAKEHHBIX KITMHUYECKUX CUMIITOMOB.
JlononHuTeNnbHBIe X-XpPOMOCOMBI YBETHYUBAIOT PUCK BOSHUKHOBEHHSI YMCTBEHHOH OTCTANIOCTH U

COMAaTUYECKUX HapyIIECHUH.
Cunpgpowm Illepemesckoro-Tepuepa (MoHocomus X)

UYactora Berpewaemoctu 1:2000-5000 HOBOpOXKIeHHBIX AeBouek. Kapuorum 45,X. Hapsny ¢

perynsapHoii MOHOCOMUEH BO Beex KieTkax (okono 50%) moryTt HaOmoAaTees Apyrue GopMsl



XPOMOCOMHBIX aHOMAJIUH: JIeJIeIIUsI KOPOTKOTO WIIH JITTMHHOTO Tieda X -XpOMOCOMBI (KapHOTHIT
46,X,Xp-; 46,X,Xq), N30XpOMOCOMBI X, KOJILIIEBUAHBIC XPOMOCOMBI, pa3JINYHbIC BAPUAHTHI
Mozaunm3ma (45,X/46,XX; 45,X/46,XY; 45,X/46,XX/47,XXX). B cBsi3u ¢ 3TUM KIMHUYECKHE
MPOSIBIICHUS] CHHJIPOMa MOT'YT BapbUpoBaTh OT TUNIMYHOTO cuHapoma lllepemeBckoro-Tepuepa g0

HOPMaJIbHOT O MYKCKOT'0O (DeHOTHIIA.

Y HOBOPOXKJIEHHBIX U JIeTeH TPYIHOI0 BO3pacTa OTMEYarOTCs IPU3HAKU JUCIIa3MU: KOPOTKasl 1ies ¢
M30BITKOM KOXKU U KPBUIOBUIHBIMU CKJIaJIKAMH, TUM(PATUYECKUIN OTEK KUCTEH, MPEeAIIeunid, CTor,
TOJICHEH, JTUKAHT, TUIIEPTEIOPU3M, MUTPOTHATHSI, BRICOKOE HEOO, HU3KHI POCT BOJIOC Ha IIIee,

BaJIbI'yCHast JeopMarusi CTOI, IUPOKas IPyAHAs KJIETKA C COCKOBBIM THIIEPTEIOPU3MOM.

C 1-ro roga *u3HH BBIABIISIETCS OTCTaBaHUE B pocTe (pocT B3pocibix 135-145 cm). Jlist B3pocibIx
XapaKTepHbI HEJIOPA3BUTHE MIEPBUYHBIX U BTOPUYHBIX MOJTOBBIX TPU3HAKOB, TUCTEHE3HsI FOHA,

CONPOBOXK/IAIOIIASCS IEPBUYHON aMeHopeei, becruionue.

VY 20% OGONBHBIX €CTh MOPOKHU cepra (IeheKT MEXIKETYI0IKOBON IEPETOPOIKH, KOAPKTAIIHS
A0PTHI, CTEHO3 A0PThI, MOPOKHU PAa3BUTHS MUTPAILHOTO Kianana), y 40% - mopoku nouek (yaBOCHHE

MOYEK, TTOJJKOBOOOpa3Has MOYKa).

VY 0OJBbHBIX, UIMEIOMINX KJIETOYHYIO JIMHHIO C Y -XPOMOCOMOH, MOXKET pa3BUTHCS FOHA1001acTOMA,
4acTO HAaOII0JaeTCsl ayTOUMMYHHBIH TUpEOUUT. IHTEIEKT CTpaJaeT pesko.

Cunnpom Kiaiindenrepa

Yacrora Berpewaemoctu 1:1000 cpenu mysxunn. Kapuorumn 47,XXY y 80% G0NbHBIX ¢ CHHAPOMOM
Knaitandenrepa, B 20% cirydaeB 0OHapyKHBaeTCS MO3aHIIN3M, IIPU KOTOPOM OJIHA M3 KJIETOYHBIX
muHUE nMeeT kapuotui 47,XXY. Onucansl 6oiee peKkiue BapUaHThI MMOJMCOMUAN X Y MYKIHH
(48,XXXY 49XXXXY). DeHOTHIT MYKCKOMH.

Knuanueckue nposiBieHus BeCbMa pa3HOOOpa3Hbl: POCT MPEBHIIIACT CPEIHHUE TTOKA3aTENH,
XapaKTEpHbIE JUISl JTaHHOW CEMbH, JUTMHHBIE KOHEYHOCTH, JKEHCKUI THIT TEIOCIOKEHUS (Y3KHe
IUIEYH, MIUPOKUH Ta3), THHEKOMACTHS, MOXKET OBITh CHUYKEH MHTEIJICKT (CTENEHb YMCTBEHHOM
OTCTAJIOCTH 3aBUCHUT OT KOJIMYECTBA JIMIIHUX X-XPOMOCOM B KapHOTHIIE). BenencTeue Heropa3BUTHS
CEMEHHHKOB CJIa00 BBIPAYKEHBI IEPBUYHBIC M BTOPUYHBIE TIOJIOBBIE MPU3HAKH, XapaKTEPHO
nepBuyHoe Oecruioane. Hepenko ormevaercst n30biTounast Macca tena. [lomoBbie pediexcs
coxpaHeHbl. DPPEKTHBHO paHHEE JICYEHNE MY>KCKUMH TTOJIOBBIMH rOpMOHaMu. MH(aHTHIBHOCTD 1
noBeJieHYeckue nmpobiemMsl pu cuHapome KnaitHdentepa co3maroT TpyAHOCTH COLUATBHOM
anantauuu. [ToBropHsiii puck cunapoma KiaiiHpenbrepa B ceMbe He PEBbIIIAET

O0LIETTON Y ISIIMOHHBIE TOKA3aTEeIH.
3urotel 45,YO u 44,00 HE)KHU3HECTTOCOOHBI.
Cunzapom 106aBoYHOHN Y-XpoMocombl (1y0usib Y, momucomun Y)

Jucomusi o Y-xpomocome (47,XYY) Bctpeuaetcs ¢ uactotoi 1:840 HOBOpOXKIeHHBIX. bonbHbIC
MOT'YT UMETh BBICOKUH pOCT (B cpeaHeM 186 cM), HOpMalIbHbBIN MY>KCKOW THUI TEOCIOKEHHS CO
CKJIOHHOCTBIO K arpecCUBHOMY MOBeeHUI0. OTMEUaloTCs: YCKOPEHHE POCTa B JOLIKOJIBHOM
BO3pacTe, HapylIEHUE METKOM MOTOPUKH, yrpeBasi 00J1e3Hb B IOAPOCTKOBOM BO3pacTe,

OTHOCHUTCJIbHAA MbIIICYHAA TUITIOTOHMS, Y ITOJIOBUHBI ITAIIUCHTOB - TPYAHOCTH B O6y‘-IeHI/II/I, a0



MOJIPOCTKOBOT'0 BO3pacTa - ICUXOMaTuyeckue yepTol. BeTpeuaroTes anomanuu 3y00B U KOCTHOU
cuctemsl. [TomoBeIe kene3bl y O0NBIIMHCTBA MYXYHH C AucoMue Y pa3BUThl HOpMalibHO. CHHIpOM
MOXKET OBITh CTy4aiiHON HaXOIKOW MPH OTCYTCTBUH KIIMHUYECKUX MPOSBICHUIM.

2.3.2. CuHIpOMBI YaCTUYHBIX aHEYTUIOUIUN
CHHIPOM TPUCOMUU TI0 KOPOTKOMY Iieqy 9-if xpomocomsl (9p+)

CuHApOM TPUCOMMHU IO KOPOTKOMY ILIeuy 9-if xpomocomsl (9p+) - Haubosee yacras popma

YaCTUYHBIX TpUcoMUi (omucano caaiie 200 ciydaes).

Jnist 6OIBHBIX € CHHAPOMOM 9p+ XapaKTepHbI YMCTBEHHAs! OTCTANIOCTh, 3a/IepXkKKa pocTa,
MUKporedanus, aHTUMOHTOJIONIHBIN pa3pes3 I1a3, TITy0OKO MMOCAKEHHBIE T71a3a, SIUKAHT, CTpadu3M,
OIyIIEHHbIE YI'OJIKH PTa, CBoeoOpa3Has popMa HOCA, HU3KO PACIIONIOKEHHBIE OTTONBIPEHHBIE YIIIHbIE
pakoBuHBL. YacTo HAOIIOAAOTCS BHICTYNAIONINE JIOOHBIE OYTphl, THIIEPTPUXO3, MATHA IBETA KOo(e ¢
MOJIOKOM Ha KO€, BEICOKOE apKOBUAHOE HEDO, KOPOTKast 11es, CKOIMO03, HEJJOPA3BUTHE HOI'TEH U
JMCTANIBHBIX (DajyaHT ManbleB PyK, YACTUYHAS CUHIAKTUINS ManbleB cror. [IpumepHo B ueTBepTH

Clly4aeB OOHApPYKHBAIOTCSI BPOJKAECHHbBIE IOPOKH CEPLIA.

HpOFHOS JJIS )KU3HU CPABHUTCIIBHO 6J'I€11"OHpPI$ITHBII71 - OITMCAaHBbI 6OJ'IBHBIC, JAOCTUTTHUEC MTPEKIIOHHOT'O

BO3pacTa.
Cunapom Bosbda-XupuixopHa (4p-)

Cunnpom Bonbda-XuprnixopHa (4p-) 00ycIoBIIeH eerei KOPOTKOTro IyIeda XpOMOCOMBI 4.
[Momymsmmonnast wactota 3adoneBanus - 1:100 000 HoBopokneHHBIX. Jletn ¢ cuampomom Bombda-
XupurxopHa 00OBIYHO POXKAAIOTCS Y MOJIOABIX POANTENEH, JOHOIMIEHHBIMHU, HO CO 3HAYUTEIIEHO

CHIDKEHHOM Maccoi Tena (okomo 2000 r).

Knmanueckue nposiBIeHus: pe3Kas 3aJiepKKa GU3NIECKOro U MICUXOMOTOPHOTO Pa3BUTHS, yMEPEHHO
BbIpa)KeHHAast MUKpoIedans, KIFOBOBUIHBIN HOC, BBICTYNAIOIIEE HAIIEPEHOCHE,
nedopMupoBaHHbIe, HU3KO PACIOJIOKEHHBIE YIITHbIE PAKOBUHBI, BEPTHKAIBHBIE CKIIAJIKH KOXKU
BIIEPE/IN YIIHBIX PAKOBUH, TUITOTOHMSI MBIIIL, 3HAYUTEIbHOE CHUKEHUE PEAKLINN HA BHEIIHUE

pa3apaxuTesu, CyA0pOKHbIE IPUCTYIIBI.

OTMevaroTcst TaK)Ke pacieMHbl BepXHel TyObl U HEOa, aHOMAJIMH TJIa3HBIX SI0JIO0K, SITUKAHT,
MaJICHBKHUI POT C OMYIIEHHBIMH yrojkamu, aedopmaruu cron. Cpeay IOPOKOB Pa3BUTHS
BHYTPEHHHUX OpPraHOB Han0oJee YacTo BCTPEUAIOTCS TIOPOKH Cep.Iiia U MoYeK (TUITOIIIas3us,
MOJIMKKCTO3). bonbIIMHCTBO feTelt ¢ CMHAPOMOM 4p- yMHparoT Ha 1-M rony *u3Hu. MakcuMallbHbIH
M3BECTHBII BO3pACT MalUEHTa C ITUM CUHAPOMOM - 25 JIeT.

CuHIpOM «KoIIaYbero Kpuka» (S5p-)

CuHIpOM «KoIlIaybero kpuka» (5p-) o0ycnoBiieH Aenenueil KOpoTKOro mieda XpoMOCOMBI 5.

[TonynsunonHas gactora cuuapoma - mpumepHo 1:45 000 HOBOPOKICHHBIX.

Haubonee xapakrepHble MPpU3HAKK JAHHOT'O CUHAPOMA: CeM(PUUECKUN T1ay («KOIAYUi KPUK»),
00yCJI0BJIEHHBI N3MEHEHUSIMU TOPTAaHU, CY’)KEHUEM U MITKOCTbIO XPSIIEeH, OTEYHOCTHIO WU
HEOOBIYHOW CKJIaA4aTOCTBIO CIIM3UCTON 000I0YKM U YMEHBIIEHHEM HaJArOPTaHHUKA; TyHOOOpa3Hoe
JIUI10; MBILIIEYHAsl TUIIOTOHUS; YMCTBEHHOE U (PU3HUECKOE HEJOpa3BUTHE; MUKpoLehanus; HU3KO

PaCIIOIOKCHHBIC, ,I[C(I)OpMI/IPOBaHHBIC YUIHBIC PAKOBUHBI; THIICPTCIIOPHU3M; SITUKAHT,



AHTHUMOHTOJIOW/IHBIN pa3pes Tiia3; cTpabu3M; aHOMaINH MPHUKYyca; Bbicokoe HEOO. MHoraa
HaOI0Ja0TCs aTpodHst 3pUTEIHHOIO HEPBA U OYaru AeNUrMeHTaluu cetTyatku. Kak mpasuiio,

BBISIBJISIIOTCS] IOPOKU cep/a. I3MeHeHus qpyrux opraHoB U CUCTEM HeCHelM(pUIHEI.

HpOI[OJI)KI/ITCHI)HOCTL JKHU3HU Y OOJBHBIX C 3TUM CUHAPOMOM 3HAYUTCIIBHO CHUIKECHA, TOJIBKO OKOJIO

14% wn3 Hux nepexxusarot Bozpact 10 Jer.
Cunapom Op6enu (13g-)

Cungpom Opbenu (13g-) 0OyciioBieH aenenueil JNIMHHOTO mieda XxpoMocomsl 13, cermentoB 13q22-

q31. [TonynAaunronHast yacTOTa CHHIPOMA HE YCTAaHOBJICHA.

Hetu ¢ cuanpomom Opbenu poskaaroTcs ¢ Hu3kor maccoi Tena (2200 r). Knuandecku nposiBiisieTcst
AHOMAJIMSIMU PA3BUTHS BCEX CHCTEM OpraHn3Ma. XapaKTepHbI MUKpoLe(aus, OTCYyTCTBUE HOCOBON
BBIPE3KH (J100 HEOCPECTBEHHO NEPEXOAUT B HOC), SMTNKAHT, AaHTUMOHT OJIOMIHBIN pa3pes rias,
HIMPOKasi CIIMHKA HOCA, BEICOKOE HEOO, HU3KO PACIONIOKEHHBIE 1e()OpPMUPOBAHHBIE YIITHbIE
pakoBuHBL. OTMEYAIOTCs MOPAXKEHUS 171a3 (MUKpO(TaIbMus, HHOTa aHO(PTAIbMUS, KOCOTJIa3ue,
KaTapakTa, peTHHOOIACTOMA), OOPHO-/IBUTATEIILHOTO anrapara (KOpoTKas 1iest, TUITOWIIH arta3us |
NaJbla KUCTU M MATOYHON KOCTH, CHHAAKTUIMY KUCTEH U CTOI), aTPE3nH MPSMON KUIIKHA U
3aJJHETIPOXOIHOTO OTBEpCTHs. YacThl MOPOKM Pa3BUTHS Cepllla, MOYEK, FOIOBHOIO Mo3ra. Jlis Bcex
nereit ¢ cuaapomom Opbenn xapakTepHa riry0oKast OUroppeHusi, BO3MOXKHBI TOTEPs CO3HAHUS,
cyznoporu. bonpmuHCTBO morn6aroT Ha 1-M rogy xKU3HH.

Cunnpom nenenum 22ql1

310 HanboIee YacThIii XPOMOCOMHBIA MUKPOICIICITMOHHBIN CHHIIPOM C YaCTOTOW MIPH POXKICHUN
1:4000. On nmeeT MHUPOKHUI PEHOTUITUICCKAN CIIEKTp, BKItouas cuaapom Ju Jxopmku u
BeJIoKapauodanuanbablil cuaapoM. Kiimandeckue npusHaku cuaapoma u KOk BKIIIOYAIOT
YeperHOIUIIEBbIE TU3MOP(PHH, TAKHE KaK TUIIEPTEIIOPU3M, HU3KO MOCAKEHHBIE YIITH, MUKPOTHATHIO,
pacuienuHy HEOA, BpOXKICHHBIE TIOPOKU CepAlia (MIpepBaHHas aOpTajibHAs Ayra, TeTpaaa

dao, truncus arteriosus) u runokansieMuto. Baxknas uepra cunapoma J{u J[xoppku - aHoManu
¢yHKIMKM T-KIETOK, OTCYTCTBHE BUIIOYKOBOM kemne3bl. [Ipyroit penorun mnenennn 22ql1 -
Bestokaparodanuanbabil cuaapoM (LLnpuHTIeHa CHHIPOM), KOTOPBII MPOSBISIETCS B
HEOHATaJIbHOM Nepuojie Kak cekBeHuus [Ibepa PobeHa (BeipaxeHHas rUNoIiasus HUKHEH YelIoCTH,
3amajieHue s3bIKa, pacuienuHa HEOa). PeHanpHble aHOMaIHK MOTYT MPOSIBIIATHCS B AHTEHATATBHOM
NepHoie, a HOBOPOXKJIEHHBIE ¢ neneuneit 22q11 moryt umers cexkBenuuto [lorrep (arenesus nouex,

KOCOJIaINOCTh, JTULIEBbIE AU3MOpHUN).
2.4. bone3Hu ¢ HETPaMLIMOHHBIM TUIIOM HACJIEJOBAHUS

B HaCTOoAICC BPpEMS OIIMCAHO MHOTI'O 3360ﬂ€BaHI/Il>'I, KOTOPBIC B COBpCMeHHOf/'I KJ'IaCCI/I(I)I/IKaLII/II/I
HaCJIe,Z[CTBCHHOﬁ IaToJIOrun 4€JIOBCKAa OG’LCI[I/IHSIIOT B OTACJIbHYIO I'pYIIITY: 0O0JIE3HH C
HCTPAAUIIMOHHBIM TUIIOM HACJICJOBAHUA. CpC,Z[I/I HHUX pa3jin4aroT: Oone3Hu umnpuHmuHeda,

MUMOXoHOpuaibHble 00JIE3HU, O0JIC3HU IKCHAHCUU MPUHYKIEOMUOHBIX HOBMOPOS U JIP.
2.4.1. bone3Hu UMIPUHTHHTA

OcobeHHOCTH HacCJICAOBaHUA 1 q)eHOTI/IHI/ILIeCKOFO IMPOABJICHUA IIPHU 0oJIe3HIX UMIIPUHTHUHIA

00yCJI0BIIEHBI SIBICHUEM FT€HOMHOTO UMIIPUHTHHTA (OT aHIJI. Imprinting - 3anevyaricHue).



I'eHOMHBIN UMIIPUHTUHT PACCMAaTPUBACTCS KaK SJIIUT€HETUYECKOE SIBIICHUE, IIOAYEPKUBAs TEM CaMbIM
TOT (haKT, YTO HACIIEAYIOTCSI U3MEHEHUs] TeHHOW aKTUBHOCTH, 00YCIIOBJIEHHbBIE Pa3JInYHbIM
IIPOMCXOXKICHUEM XPOMOCOM (OT OTIIa WJIM MaTepH), @ HE CTPYKTYPHBIMU IIepecTpoiKkamMu
TEHETUYECKOr0 MaTeprasa. Y CTAaHOBIIEHO, YTO B OTAEIbHBIX Y4aCTKaX XPOMOCOM, KOTOPbIE
MIOJIBEP’KEHBI FTEHOMHOMY UMIIPUHTUHTY, SKCIIPECCUPYETCS TONBKO OAWH OTLIOBCKUN WA OJIUH
MaTEepUHCKUH ajllesb B OTJIMYUE OT OOBIYHON TuaieIbHOM 3Kepeccuu reHoB. Eciiu reHomMHOMY
HUMIIPUHTUHTY MOJBEPKEH MATEPUHCKUI I'€H, TO KCIIPECCUPYETCS TOJIbKO OTLOBCKUH ajlIelb U
HA000pOoT. 'eHOMHBIN UMIIPUHTUHT IPOSIBIIAETCS HA PAHHUX dTanax SMOPUOHAIBHOIO Pa3BUTHUS U
MIPUBOJUT K Pa3IU4UsAM B SKCIIPECCUN MAaTEPUHCKUX UM OTLOBCKUX ajuieneil. [Ipeanonararor, 4yTo
3¢ GeKT reHOMHOTO UMIPUHTHHIA MOYKET OKa3bIBaTh BIMSHUE HA CTEIIEHb HKCIPECCUU T€HOB,
KOHTPOJIMPYIOLIUX POCT dMOPHOHA, TPOLIEeCChI Tpoudepannu u audepeHmpoBKY KIETOK U
Jpyrue Mpoueccsl BHYTPUYTPOOHOT O pa3BuUTHs 1ioAa. M3ydeHne reHoOMHOI 0 UMIIPUHTHHTA Ha
YKUBOTHBIX II0KA3aJ10, YTO OTLIOBCKUM F€HETUYECKUI BKJIAl BaXKEH JUI PAa3BUTHUS IUIALIEHTHL, a
MaTEepUHCKUN HEOOXOAUM ISl pa3BUTHS Tela SMOPUOHA.

B nacrosiiee Bpems 3¢ GeKT reHOMHOTO UMIIPUHTHHTA YCTAaHOBJICH ISl YETHIPEX XPOMOCOM
gyenoseka (15, 11, 7, 14). UMnpuHTHpOBaHHBIE YYaCTKH XPOMOCOM Pa3HOT'0 POIUTEIHCKOTO
MIPOMCXOXKICHHS (OTIIOBCKOTO MJIM MAaTEPUHCKOT0) OTPEAEIAIOT HETPAIUIIMIOHHOE HACIIEJOBAaHHUE
MHOT'HX ITaTOJIOTMYECKUX COCTOSIHHM, 00YCIIOBICHHBIX MYTAIMSIMU JIOKYCOB, TIOJIBEPKEHHBIX

UMIPUHTHHTY.
Cunapowm Ipanepa-Buinu

Cunnpowm IIpanepa-Bunmn oOycnosnen aenenueit 15q11-q13 ornosckoro npoucxoxaerus (70%),
OTHOPOIUTENLCKON AUCOMHUEH XPOMOCOMBI 15 MaTepUHCKOr0 MPOUCXOKICHHUS WIIM HAPYIICHUSMH B

nentpe umnpuntuara. Yacrora 1:25 000.

B xnmuHMuecknx nposineHusx cuaapoma [Ipanepa-Bumnm paznuyarot e craauu. Ilepras cragus
(mo 6 Mec) XxapaKTepu3yeTcsl pe3Ko BBIpaKECHHON MBIIICYHOW TUTIOTOHNUEH, CHIDKEHUEM pe(IIeKCOB
(CYXOXKHIIBHBIX, TJIOTATEIBLHOT0, COCATEILHOTO U JIP. ), YTO MPUBOAUT K HAPYIICHUIO KOPMIICHUS
pebeHka, oTcTaBaHUIO B (hM3MUECKOM Pa3BUTUHU. BTopas craaus xapakrepusyercs rnoaudaruei, B
pe3yibTaTe Yero pa3BUBACTCS OXKUPEHUE C OTIIOKEHUEM JKUPa MPEUMYILECTBEHHO Ha TYJIOBHIIE U
MPOKCHMAJIBHBIX OTAEIaX KoHeuHOCTeH. CKOPOCTh POCTa 3aMe/IJIeHa, XapaKTEePHbI aKPOMHUKPHUS
(MayeHbKHEe KUCTU U CTOIIBI), TUTIOTOHAIM3M, 00YCIOBICHHBII HU3KUM YPOBHEM MOJIOBBIX
ropMoHoB. OTMe4aeTcs OTCTaBaHUE B IICUXOMOTOPHOM Pa3BUTHH, YpoBeHb 1Q 20-90. B 75%
CITy4aeB ONpPEAEISIeTCS TUIIOMUTMEHTAIUS KOXKH, BOJIOC, PAIy’KKU. Y B3POCIBIX OOIBHBIX

Pa3sBUBAKOTCA CaXapHHﬁ ,Z[I/Ia6CT " cepAciyHasaA HCAOCTATOUYHOCTD.

XapakTepHbl MUKpoLedatust, MUHIAIEBUAHBIA pa3pe3 Ti1a3, OMyIleHHbIe YTIIbl pTa, ApKOBUHOE
HEOO, MUKPOIOHTHS, Kapuec, Ae(EKThl IMAIH; CKOJINO03, CHHIAKTHIINS, KITMHOJAAKTHIINS, TTIOTIepeyHast

JIaJIOHHAsI CKJIaJIKa U Jp.
Cunapom AHrenabmaHa

[Torepst TOM e yacTu AJIMHHOIO IJIeda XpoMocoMsl 15, uto u ipu curapome [Ipanepa-Busum, Ho

TOJIBKO MAaTCPUHCKOI'O IMPOUCXOXKIACHHUA, OTHOPOAUTEIIbCKAA JUCOMHA OTHHOBCKOI'O IMTPOUCXOXKICHHA,



HapyIICHUs B IEHTPE UMIPUHTUHTA 00YCIOBIMBAIOT Pa3BUTHUE IPYTOM MATOJIIOTUU - CHHAPOMA
AHrenbpMaHa.

Yacrora cungpoma B nonyssiiuu coctapiisieT 1:20 000 HOBOpOXKI€HHBIX.

Kiunudeckas kapTHHA CHHApOMa AHTeIbMaHa - MUKpoLe(ans, IPOreHust, MaKpOCTOMHUS,
HIMPOKHE MEX3yOHbIE POMEXKYTKH, CTpabusM. Pe3ynbTar ymepeHHo#M aTpogusi KOpbl TOJIOBHOTO
Mo3ra u anoManuii D3I - pe3kas 3a1epKKa ICUXOMOTOPHOI'O ¥ PE4EBOr0 pa3BUTHUSA. XapaKTEPHbI
M3MEHEHHE TIOXOKH 10 TUITY ABHKEHUS «MEXaHHYECKOW KYKJIbI» (aTaKTHYeCKas MOXO0JKa C IIHPOKO
paccTaBIeHHBIMA HOTaMH, COTHYTHIMHU B JIOKTEBBIX CyCTaBaX pyKaMH), HEMOTHBHPOBAHHBIE
MIPUCTYIIBI CMEXa, CyJJOPOTH, MBIIIEYHAs THITIOTOHUS, TOBBIIIEHUE CYXOXKHIIBHBIX pe(IeKCOB,
TUITONUTMEHTAIHSI KOXKH, BOJIOC, panyxek (y 40% OonbHbIX). Puck s cubcoB npobania

HEU3BECTEH.
Cunnpom beksura-Bugemanna

Cunraercs, 4TO TOT CUHAPOM - PE3yNbTaT AUCPETYIISILIMK Pa3IMYHbIX UMIIPUHTUPOBAHHBIX FE€HOB,
ACCOMUPOBAHHBIX C KJICTOYHBIM LIUKJIOM U KOHTPOJIEM pPOCTa, PACIIOIOKCHHBIX B XPOMOCOMHOM
peruone 11pl5. Oxono 2% nanueHToB UMEIOT XPOMOCOMHBIE AHOMAJINH, BKIIIOYAIOIINE ACTIEIINI0
11pl5, HacneayeMble OT OTLA AYIUIMKALUU UM HAcleAyeMble OT MaTepu cOaaHCUPOBaHHbIE INO0
H€C6aJ'IaHCI/Ip0BaHHBIe TpaHCJIOKalluu, MHCCPUHUU UM MHBCPCUU 3TOI'O pETrHOHA. YacroTa CUHApOMa

cocrtasisieT 1:12 000 HOBOPOXKIEHHBIX.

IIpu3Haky cuHIpOMa: TPEHATATBHBIA U MOCTHATAIIBHBIN YpEe3MEPHBII POCT U Macca Telna,
MaKpOrIoCccHsl, BUCIiepoMeranus (renaro-, Hepo-, MaHKpeaTo- U KapANOMETaJINH ), TIOPOKH
Pa3sBUTHSI MOYETIONOBBIX OPTaHOB, CEPLIA, IETKNX, AuadparManbHas U MyMoyHasi TPbDKH, 1e(eKThI
nepeHeit OpPIONTHON CTeHKH, aHOMATMHA KOCTHOW CHUCTEMBI. [lOTTOTHUTENbHBIE PU3HAKHA BKJIFOYAOT
XapaKTepHbIE N3MEHEHHS YITHON PaKOBHHBI (CKIAKU HA MOYKAX yXa WA HEOOJbIINE MOy TyHHBIE
BJIABJICHUI Ha 3a/IHEH MOBEPXHOCTH 3aBUTKA), JTUIIEBbIEC TUIOCKHE T€MAaHTHOMBI Ha JIOY 1O cpeiHei
JIMHUM, TEMUTUNIEPIIIA3UI0 (MOXKET MIPUCYTCTBOBATH IIPH POXKACHNUN) U HEOHATAIBHYIO
TUIOIIMKeMHUI0. BO3MOKHa yMepeHHass yMCTBEHHAsl OTCTalOCTh. BhICOKa BEPOATHOCTH OITYXOJIEBOIO
pocra.

2.4.2. MUTOXOHIpHaJIbHBIC OOJIC3HU

Haunnas ¢ xonna 1980-x rogoB monydeHs! yoeIuTeIbHbIE 10Ka3aTelbCTBA CBSI3H HEKOTOPBIX BUJIOB
HAaCJIEJICTBEHHOM MMaTOJIOTMH y YesoBeka ¢ myTtarusaMu mutoxonapuansioi JIHK (MtIHK). Jlns
MHUTOXOH/IpUATBHBIX 00JIE3HEH XapaKTepeH HEMEHISIUPYIOIUI THUIT HaceIOBaHU: ITepeaayda
MaTOJIOTUH TOJIBKO OT MaTepH, BCE JIETH OOJIILHOTO OTLA 37J0POBbI, OIMHAKOBO YaCTOE MOPaKEHUE
MYXKCKOTO M )KEHCKOT'0 1oJia, 3 (exT rereporuia3Muu (IpUCyTCTBUE OJHOBPEMEHHO HOPMAIIbHBIX U

MyTaHTHBIX BapuaHToB MT/IHK B o/iHO KIeTKe i TKaHm).

Namenenus B JIHK muToxoHpuii conmpoBoKaatoTCss HapylieHneM uxX (QyHKIUH, CBSI3aHHBIX C
KJIETOYHBIM JIBIXaHUEM. DTO ONpPEAEISAET XapaKTep U CTENEHb TSHKECTH KIMHUYECKUX MPOSBICHUIN

MUTOXOHJPUAIBHBIX OOJIE3HEH.

BBII[BI/IHYT& TAaKXKC I''IIoTre3a O TOM, 4YTO HAKOIIJICHUEC CIIOHTAHHO BO3HUKAIOIIIMX MYTaLlI/Iﬁ MTI[HK

CJIIY)KUT 3BCHOM MCXAHHU3MOB CTApPCHUA U PA3BUTHUA ACTCHCPATUBHLIX IIPOLCCCOB Y YCIIOBCKA.



[IposiBneHnss MUTOXOHIpHATLHOM MMaTOJIOTUU KpaiiHe pa3HooOpa3Hbl. OTMeuaroTes (U3NIecKoe u
[ICUXOMOTOPHOE HEAOpPa3BUTHE, CIENOTa, I1yXoTa, Hapyienus JKI', kapauomuonaTusi,
JIbIXaTeJbHBIA JUCTPECC-CUHIPOM, HAPYILLIEHHUsI CO CTOPOHBI JKeJTyA0YHO-KUIIIEYHOI'O TPaKTa 1
SHJOKPUHHON CHUCTEMBI, IOPAKEHUE KOCTHOI'O MO3ra, [I0YeYHasl U I€YEHOYHasl HeJIOCTaTOYHOCTb,
TUIOrOHAIM3M, Pa3HOOOpa3Hasi HEBPOJIOTHUECKasi CHMITOMATHKA M IICUXUYECKHE PACCTPONCTBA
[Muomnarusi, MoMMHEWpoIaTs, dHIedaTonaTus, IeMEHIIHs, HHCYIbTHI, B TOM YUCJIE B JETCKOM
BO3pacTe, TPEMOp, CIIACTUYHOCTD, TeMHILIET s, aTAKCHs, TIpOorpeccupyromas ohTaibMOIIerus,
XPOHUYECKAsl YTOMJISIEMOCTb, CPECCHsl, CYI0POrH, U3BMEHEHUs Ha KOMIIbTEPHON HIIH
MarautopesoHancHoi Tomorpadun (KT nim MPT) ronoBaoro mosra] u ap. Bospact manudecramnmu

- OT HCOHATAJIbHOI'O 10 CTAp4YCCKOr 0.

B 3aBucumocTH OT THIIA MyTallii MUTOXOHJpHANIbHBIE OONIE3HU JIENIATCS HA YETHIPE TPYIIIBL.

1. bonesnu, gvizearnnvie mouKoBbIMU MYMAYUAMUY, NPUBOOAUUMU K 3AMEHE KOHCEPBAMUBHBIX
AMUHOKUCIOM 8 cOOCMEEHHbIX Denkax Mumoxonopuu. K HUIM OTHOCSATCS MUIMEHTHBINA PETUHUT U
Helpoodransmonarus Jlebepa ¢ IByCTOpOHHEH moTepe 3peHnst. BeipakeHHOCTh KITMHUYECKUX
MIPU3HAKOB Y OOJIBHBIX C 3TUMH 3a00JI€BAHUSAMH KOPPENUPYET ¢ KonndecTBoM MyTaHTHOM MT/IHK,

KOTOpOE y Pa3HbIX MaIMEHTOB MOXKET BapbupoBaTh OT 5 10 100% Bceit mTIHK.

2. Bonesnu, gvizeannvie mymayusimu 8 2enax mPHK, TpuBOISIIMMA K MHOTOYHCIICHHBIM
JIETCHEPATUBHBIM 3a00JICBAaHUSAM C PA3JIMUHON CTEIICHBIO TSHKECTH KIMHUYSCKUX TTPOSBIICHUM,

KOppenupymolen ¢ koaudectBoM mytanTHoi mTJ{HK.

3. Bonesnu, gvizeantvle Oeneyusamu u OYNIUKAYUAMU YUACMKO8 MUMOXOHOPUATbHBIX 2eH08. Y
YeJI0OBeKa OMMCAHO TsHKeToe 3a00JIeBaHNE MOJIOJIOTO U CPETHETO BO3pacTa - OTCpOUSHHAs
KapHonaTus, Ipu KoTopoir ooHapyxkensl nenenun MT/IHK kapauonuTos. 3aboneBanne HOCHT
ceMeHlHbIN XapakTep. B psne cinydaeB npeanonaraercs X-ClelIeHHOE HacJIeJOBaHUE, YTO
MO3BOJISIET TYMaTh O CYIIECTBOBAHUU SIJIEPHOTO I'€HA, MYTAIMsl KOTOPOI'O BBI3BIBAET JEJICIIHIO 0

50% mtIHK xapauouuTos.

4. bonesnu, 8vi36anuble CHUdceHuem ducaa konuti mm/[HK BcaencTBre onpeneieHHbIX MyTauii. K
JTAHHOM TPYIIIE OTHOCATCS JieTalabHasi HH(PAHTUIbHAS JIbIXaTelIbHAs HEOCTATOYHOCTh U CHHAPOM
MOJIOYHOKHCJIOTO aln/103a, TpHu KoTopbiX uncio konuil MT/I{HK cHuxaercs 1o 1-2% HOpMBL.
Cumxenne copepxanusi MTJIHK B kineTkax paznmudHbIX OPraHOB MPUBOJUT K PA3BUTHIO MUOIIATHM,
HehponaTHii, MEYCHOYHON HEOCTATOYHOCTH U IPYTUX HAPYIICHUH BCIICACTBHE OCTa0IeHUS

cuHTe3a OenkoB, koaupyeMbix MT/IHK.
2.4.3. bone3Hu SKCIIaHCUHU TPUHYKJIEOTHIHBIX TOBTOPOB

B navane 1990-x rofoB npu UCCIEI0BAHNUH Psi/ia TSKENBIX HEBPOJIOTMYECKUX 3a00/€BaHUM ObUIN
O0HapyKEHbI «IMHAMUYECKHE» MYTAIUH C DKCIIaHCHEW (PEe3KUM YBEITHMUCHHEM YMCIIa KOMUH)
TPUHYKJICOTUAHBIX TIOBTOPOB Y MHIUBHUIOB B IMOCIEIYIOUINX TTOKOJICHHUSX POIOCIOBHOM.
PazBuBaronmecs: B pe3yabTaTe TAKUX MYyTaIMi HACIIEJACTBEHHBIE 3a001€BaHNUS XapaKTEPU3YIOTCS
YEeTKO BbIPAKEHHBIM MPOSIBICHUEM aHTULIUIIAUWU. AHTULIUIAIMS - OoJiee paHHEe MPOSBICHHUE U
BO3pacTaHue TSHKECTH CUMIITOMOB HACJIECTBEHHOIO 3a00€BaHUs B TIOCIEIYIOIINUX MOKOJIEHUAX
CEMbH, MPOSBIISETCS MPHU ONPEEICHHBIX BUIaX MOHOT'€HHOM MMaTOIOTHH, a TAKXKe MPU HEKOTOPBIX

MHOTO(DaKTOPHBIX 32a00CBAHUSX.



DeHOMEH KCIaHCUU YKCia TPUHYKICOTUIHBIX TOBTOPOB ObLI BIIEPBbIE OOHAPYKEH MPH
uccienoBaHuu cuuapoma Maprtuna-ber win cuaapoma ¢paruiabHou (JIOMKOH) X-XpOMOCOMBI,

OCHOBHOC (I)CHOTI/IHI/I‘ICCKOC IMPOSABJIICHHUE KOTOPOI'o - YMCTBCHHAA OTCTAJIOCTh.

CunapoM J10MKOH X-XpOMOCOMBI XapaKTEPU3YyeTCs TOBOJIBLHO IITUPOKON PacIpOCTPAaHEHHOCTHIO B
nomynsanud (1:1000 HoBOpoXAEHHBIX MATBUYUKOB). Y 80% My»X4HH - HOCUTEJIEH MyTaHTHOT'O
JIOKYCa €CTh KIIMHUYECKHE U ITUTOreHeTUYeCKNe Mpu3Haku 3adoneBanus; 20% HocuTenen
KJIIMHUYECKH HOPMAaJIbHbI, HO MTOCJIE [Iepeaud MyTallii BCEM CBOUM J0YEPSIM OHU MOT'YT UMETh
MOpaKEHHbIX BHYKOB. Heakcnpeccupyemblili MyTaHTHBIN T'€H B TAKOM CJ1y4ae CTaHOBUTCS

9KCIIPECCUPYEMBIM B MTOCIEAYIONTNX MOKOJICHHSIX.

Taxum 00pazom, MyTaHTHBIN T€H TIPU CHHAPOME JIOMKOH X-XpOMOCOMBI MOKET CYIIECTBOBAThH B
nByx ¢opmax. OmHa - PEeHOTUNMHYECKN HE TIPOSIBIISIONMIASCS - IIPEMYTaIusl [HEIKCIIPECCHpyemast
(dbopma, xapakTepu3yromnascs ypenndenreM grciia moBtopoB LII'T (uuro3uH-Tyanun-ryanus) no S0-
200], koTopast Ipu MPOXOXKJICHUH Yepe3 )KCHCKUI MeH03 ITpeBpaIaeTcs B Ipyryro GopMy - MOJTHYIO
MyTanuio (Bo3pactanue unciia mopTopoB Tpunykieotuaa LII'T ceime 200), 4TO MPUBOIUT K
KIMHUYeCcKoi Manudecranuu 3adboneBanns. [Ipu TakoMm HEOOBIYHOM CITOCO0E HACIIETOBAHUS
MYTa@HTHOTO T€Ha, OTIIMYHOM OT KIACCHYECKOro X-CIETIICHHOTO HACJIeI0BaH!s, 0OHAPYKUBACTCS

q)eHOMeH AHTHIIMIIaluun - OoJiee TsLKEI0e MPOSABIICHUEC 3a00J1eBaHUs B MOCICAYIOIHNX ITOKOJICHUAX.

[Tepexom OT COCTOSIHHS IIPEMYTAITHH K TIOJTHON MYTaIliy BO3HUKAET IPH IepeIade OT MaTepH,
npudeM 3kcniancust L{I'T-1ioBTOpoB 3HAUNTENBHO BBIIIE TIPU TIepeade OT MaTepH K ChIHY, YEM OT
MaTepH K J049epH.

Knuandeckue nposBiaeHus cuuapoMa MaptuHa-bema (cuaapoma ¢paruibHONR X-XpOMOCOMBI):
YMCTBEHHAsI OTCTAIOCTh, HEBPOTHUECKUE PEAKIINH, ayTUCTHYECKOE MTOBEACHHE, JUCTIIIACTHYECKAs
BHEITHOCTH (BBICTYMAIOIHH J100, OOJBIIIE OTTONBIPEHHBIE YITHBIE PAKOBHUHBI, TPSIMOYTOJILHOE JTHIIO
C TOHKUM JITTAHHBIM HOCOM M MAaCCUBHOM HWIKHEH YEITOCThIO, apKOBHIHOE HEOO, TIOJICITU3UCTHIE
pacmenuHabl HEOA v s3b1dka). C myOepTaTHOr 0 eproaa MaKpOOPXU3M U IPU3HAKH JTUACTIIA3UU
COCJIMHUTEIILHON TKaHU - ¢J1a00CTh CBSI30YHOIO ammapara CyCTaBOB BEPXHHUX U HIKHUX

KOHEYHOCTEH, IPOJIaliCc MUTPAIbHOIO KJalaHa.
2.5. Merobl TMarHOCTUKH XPOMOCOMHBIX 00JIe3HEeH

HpI/I JAUArHOCTUKEC XpOMOCOMHLIX Oosie3Hel B KITMHUYECKOM MMPAaKTUKE IIPUMCHAIOTCSA CICAYIOIINUEC

MCTOBbI:
* KJIMHHUKO-TCHEAJOI'HUEeCKUN C (beHOTHHI/I‘IeCKI/IM AHAJIN30M;
® IHUTOICHCTUYCCKHUC,

* [MOMCKOBO-IMAarHOCTHYECKKE KoMbloTepHble nporpaMmMmbl POSSUM, «Xpoauc» (CHRODYSS,

XPOMOCOMHBIE TUCMOP(HOIOTHH) U JIP.;
* IepMaTOrTHU(PUUECKUI;
* [ATOJOr0-aHATOMHYECKHM.

OOBEKTOM OUTOICHCTUYCCKUX I/ICCJ'IGI[OBaHI/Iﬁ MOTr'yT OBITH JCIIAIHECA COMAaTUYCCKUC,

MEHOTHYECKHUE U HHTCp(l)aSHBIe KIJICTKH. HepBoe TJIaBHOC YCJIOBHC HHTOFCHCTH‘ICCKOﬁ JUargsoOCTHUKU -



JeJIsIIrecs: KIETKU B HUTOJIOrMueckoM npenapare. KocTHbIM MO3T, TKAHH CEMEHHHMKA U XOPUOH
MMEIOT JI0CTaTOYHbII MUTOTHYECKUIN UHIEKC VIS MCIIOIb30BaHUS 3TUX OOBEKTOB B
HMTOreHeThYecKuX uessix. MudopmaruBHee nccienoBaHie MPOBOAUTH Ha KYJIbTypaX KIETOK

(MUTOTHYECKUI MHAEKC B KYJIbTYPE KJIETOK HAMHOT'O BBIIIE, YEM B TKaHIX OPTaHU3Ma).

KynbTypbl KJI€TOK MOXKHO TTONTy4aTh U3 KOXHU ((pudpoOmacTsl), KOCTHOTO MO3ra, SMOPHOHAIBHBIX
TKaHEH, XOpHoHa, KJIETOK aMHMOTHYECKOH KUAKOCTH. Hanboiee yno0HBIH 00BEKT /st
[IUTOTCHETHYCCKHUX MCCIICIOBAHUM - KYIbTypa JIMM(OIUTOB Mepudepruieckoit kposu. s ee
MOJTyYEHUS! IOCTATOYHO B3STh 1-2 MJT BEHO3HOW KPOBH C TeapUHOM U JI00aBUTH €€ B CMECh
MUATATENLHON CPeJIbl ¢ GUTOreMarrIfoTHHUHOM (6e710k 0000BBIX pacTeHuil). @UTOreMarrIroTHHIH
(®T'A) BBI3BIBaCT MIMMYHOJIOTHUECKYIO TPAHC(HOPMAITUIO TUM(OIIUTOB U CTUMYIIUPYET UX JEJICHUE.
IIponomKUTEeNnbHOCTh KyJIbTUBUPOBAHUS COCTaBISIET 48-72 4.

Bropoe ycnoBue HUTOreHeTHUECKHX UCCIeI0BAaHUH - MCIIOIb30BaHKUE KOMIeMHIa (MM KOJIXUIMHA),
pa3pyILIAlOIIEro BEpETeHO JEeJICHNUs U OCTAHABIMBAIOLIETO KJIETOUHOE JeJICHUE Ha CTaJuu MeTadasbl.

Kommemu mo6asmnsitor 3a 2-3 9 10 OKOHYAHUSI KYTbTHBUPOBAHUS MUTOTHYECKUX KJIETOK.
ITokazanus 1t NpoBeACHUS IMTOTEHETHYECKOTO aHAIN3a
* MHOXECTBEHHBIE BPOKJICHHBIE TOPOKH Pa3BUTHSL.

* BrisiBienHas maTosorus MoJioBOro XxpomaTiuHa (HeakTuBHasi X-XpoMocoma, Wiin Tembie bappa,

BBISIBJISICTCS IIPU UCCIIEIOBAHUH OYKKAJIBHOTO SMUTENNS; B HOPME Y MY>KYHH OTCYTCTBYET).

* OnurodpeHns B COYETAHNUHU C YepTaMU BHYTPHUYTPOOHOTO UCTEHE3a WA BPOXKICHHBIMU

MIOPOKaMH Pa3BUTHS.

* OnurodpeHnst B COYETAHNUU C BBIPAKEHHBIM (U3UUECKUM HEI0pa3BUTHEM, B OCOOCHHOCTH C

THITOTCHUTATIM3MOM.
* BrIpaxkeHHas 3a/iepKKa PU3HYECKOTrO Pa3BUTHS B COUYSTAHNH C MUKPOAHOMAIHSIMU Pa3BUTHSI.
* IToBTOpHBIE CITOHTaHHBIE A00OPTHI (0OCICIOBAHUIO MOJISKAT 00a CyIpyra).

* MepTBOPOXKICHHS WK POXKACHUE JIETEeH C MOPOKaMH Pa3BUTHs (00CIeOBaHUIO MTOIIekKAT 002
Cympyra).

* MHO>XECTBEHHBIC IIOPOKH PAa3BUTHUSA UJIU IMOATBCPIKACHHBIC XPOMOCOMHBIC CUHAPOMBI Y YMCPIINX

nereit (00cIe0BaHHIO MOIeKAT 00a CyIpyra).

* BolsiBineHMe CTPYKTYpHOI MepecTporKH y polaHa, HOCUTENbCTBO COaTaHCUPOBAHHOMN
XPOMOCOMHOI TpaHCIIOKAlMH y €ro poauTesieit (00CIe0BaHNIO MOAIEKAT POACTBEHHUKU

JETOPOAHOI 0 BO3PACTa).
* BpICOKHMI pUCK XpPOMOCOMHOM MATOJIOTUH Yy TIIIOAA.

* Hapyuienue penpoyKTUBHON (yHKIIMH HEACHOTO reHe3a (Oecruioanblii Opak, nepBUYHas

ameHopes U Jp.).
* [IpodheccruoHaabHBIC BPSIHOCTH (ISl OIICHKU MYTareHHBIX BIIUSHU ).

e JIefiKO3bI.



O HEeKTUBHOCTD U 3HAYCHHE XPOMOCOMHBIX MCCIICIOBAHUI B HACTOSIIIIEE BPEMSI BO3POCIIH B CBSI3H C
BHE/IPEHUEM BBICOKOTEXHOJIOTMYHBIX METOJI0B MCCIICIOBAHUS XPOMOCOM, OCOOEHHO METO/I0B
MOJICKYJIIPHO-IIUTOICHETHYECKOT0 aHaIn3a. DTO JaJI0 BO3MOXXHOCTD BBISIBJICHHS TEX XPOMOCOMHBIX

AHOMAJIMI, KOTOpPbIE paHEE HE BbISBIISIIUCE.

ITonoGuble nccnenoBaHusl He SIBJISIOTCS pYTUHHBIMU - OHU TPeOYIOT OOJIBIIMX 3aTpar, Kak
MaTepHAIbHBIX, TAK U TEXHUYECKOI'0 XapaKTepa.

2.6. JledeHne XpOMOCOMHBIX OOJIE3HEH

Jleyenne XxpoOMOCOMHOM AaTOJIOTMU cUMIITOMarnyeckoe. Llenb Takoil Tepanuu 3aKitoyaeTcs B
BO3MOKHOM KOppeKInH (PEHOTUITHYECKUX MPOSBICHIH, TAKUX KaK yMCTBEHHAs! OTCTAJIOCTh,
3aMeJUIEHHBI POCT, HEJOCTaTOuHAs (PeMUHU3AIMS WM MACKyJTUHU3AIMS, TUTIOTOHATN3M,
pa3iauydHbIe KOCTHBIE 1e(eKThI U T.A. JlJIs TOro MUPOKO UCTIOIB3YIOT Pa3IMYHbIC BUJIBI TEPATIAN:
3aMECTUTENLHYIO TOPMOHOTEPAINIO (aHAOOINYECKHE CTEPOUIbI, aHIPOTCHBI, 3CTPOT€HbI, TOPMOHBI
runodursa v MMUTOBUIAHOH JKEIe3bl U JIP.), BATAMUHOTEPAIINI0, UMMYHOCTUMYJISTOPBI, HOOTPOITBI,
(bu3Ho-, KTUMATOTEPAINio, OATFHEOTOTHUCKOE JISYSHUE, Pa3HbIC BUIBI DJIIEKTPOTEPATIHH,
TEIJIONICYCHHE, PEHTICHOPAAMOIOTHYECKOEe U MHOTHE pyrue. bonbioe 3HaueHne nMer0T
TICUXOJIOT O-TIeIar OTMUeCcKast KOPPEKIHs, peadMINTaIlMOHHbBIE MEPOTIPHUSTHS (apT-, MIIIO-,

nenbhuHOTEpANHs U Jp.).

[Irpoko MPUMEHSETCSI XUPYPrUYECKOe JICUCHHE: yaIeHUE KaTapaKThl, TNIACTUYCCKHUE ONEPaIluu
IIpY He3apallieHUH BepXHEH IyObl W/niiu HEOA, IPYrue KOCMETHUYECKUE OIepallii, YCTpaHEeHHE
CTEHO3a IPUBPATHUKA M BPOXKICHHBIX TOPOKOB CEP/IIa, YIATCHUE PA3IMYHBIX OMYXOJICH, JINIITHErO

Inajiblja Ha HOT'€ WJIK PYKE U T..

HecMoTps Ha BO3MOKHOCTH CUMIITTOMAaTHYECKON Tepanuu, TPUMEHSIEMOU 1JIs1 JICUEHHUS,
XPOMOCOMHBIE OOJIE3HHU JI0 CHX TTOp HEH3JICYMMBI. B CBS3H ¢ 3THM B HACTOSAIIEE BPEMSI OCHOBHOE

BHUMAHUE YIEISAETCS MPEAYIPEKICHUIO POKICHUS JETEN ¢ XPOMOCOMHON MAaTOIOTHEM.
3. MOHOI'EHHBIE BOJIE3HU

Momnorennbie 0Oone3nu (MB) - 3a0os1eBaHus, B OCHOBE KOTOPBIX JIGKUT MyTallus ogHoro reaa. Mb
HaCJICYIOTCS B COOTBETCTBHH ¢ 3akoHaMu MeHnens. B HacTosee BpeMs orrcano okoio 5000-
6000 nozonoruveckux eauaui; Mb. Oun BisiBIsITOTCS Y 3-6% HOBOPOXKJEHHBIX, & B CTPYKTYPE
o01Ielt CMEpTHOCTH JeTel 70 5 et Ha uX fgoiro npuxoautcs 10-14%.

MB, reHbl KOTOPBIX KapTUPOBAHbI Ha XpoMocomax, HacuuThiBatoT 70 900. [Tpumepno ams 350

Oose3Hel BBISICHEH XapaKTep FeHHOW MyTalllH, yCTAHOBJIEHA MPUPOIa OMOXUMUYECKOT 0 Je(eKTa.

WNHuBuyanbHBIA U TIOMYJISIIMOHHBINA PUCKA BOBHUKHOBEHHUSI MbB CyIllecCTBEHHO pa3iMyaroTcs U3-3a
HEPaBHOMEPHOT'O paCIpOCTpaHEHUsI 00YCIOBIUBAIONIUX UX reHoB. [IpuHsTO cunTarh, 4o MB,
BcTpevaronuecs ¢ yactotoi 1:10 000 u BeIIIIe, - 3TO 4acTO BCTpEUaroIIrecs 3a00JIeBaHuUs, a C

yactoroi meHee 1:100 000 - penkue 3a001eBaHuUs.
3.1. Knaccudukanus MOHOr€HHBIX Oosie3Hen

Mb ‘-Ipe3BBI‘IaI>iH0 pa3HOO6p33HBI o (I)GHOTI/IHI/I‘-ICCKI/IM IMPOABJICHUAM, IIOOTOMY KJ'IaCCI/I(l)I/IKaLII/IH ux
BO3MOJXHAa IO OIMPECACIICHHBIM KPUTCPHUAM, UCITIOJIB3YEMbIM BpadaMU pa3JIMIHbIX CHCI_II/IaJIBHOCTeﬁ

npu pa60Te C OTHUMH BUJaMU I1aTOJOI'MH.



B nHacrosiee Bpemst HCIIONb3yeTCs HECKOJBKO KIIACCH(PUKAIMI MOHOTEHHBIX 0OJIe3HEH

(reHeTnueckasi, maToreHeTuyeckasi, PeHoTUIMIecKas).

C reHeTnyecKkod TOYKHU 3pEHHs B OCHOBY KJIacCU(DUKAIIMK MOHOT€HHBIX 00JI€3HEH MOT0KEH TUIT
HaCJIEIOBAHUSI, KOTOPBIN Mpu HH(GHOPMATHBHON POJOCIOBHOM MO3BOJISET CYIIECTBEHHO CY3UTh
JIMAarHOCTUYECKHH MOMCK B KaTAJIOTax M aTjiacax HACIeJACTBEHHBIX O0sie3HeH (MTOCTPOSHHBIX 110
STOMY NMPUHIUITY), PACCYUTATh BETUUYUHY T€HETHUECKOT O PUCKA, OMPENETUTh TeHETHIECKUN
IIpOrHo3 B cembe. HenocraTok Takoi kiaccudukanuu - Gonplas 4acToTa Clopaguyeckux ciaydaeB u

TFEHETHUYCCKAsA r€TCPOrCeHHOCTDh MMPU CXOAHBIX (i)eHOTI/IHaX.

C KITMHUYECKO# TOUKH 3peHus kinaccudurarus (GpeHorunuyeckas) MOHOTEHHON aTOJIOTHH
OTpaXkaeT MPEeUMYILECTBEHHOE TOpaKeHHEe KaKOro-11ubo opraHa Wi cucteMsl opranos. HemocraTok

- MOJIMCUCTEMHOCTD U IMOJIMOPIraHHOCTDb OOJIBIITMHCTBA MOHOT'€HHBIX CUHJAPOMOB.

[TaTorenernueckas kiaccuuKaysi MOHOTEHHBIX OOJI€3HEHN MO/pa3ieNseT UX Ha IpyIsl: 1)

HapylIeHre oOMeHa BelecTB; 2) HapylleHne Mmopdorenesa; 3) KOMOWHAIHS STHX KOMIOHEHTOB.

C reHeTHKO-OMOXMMHUYECKON TOUYKU 3PCHUS KITacCH(HUKALIMs MOHOT'CHHOM TTaTOJIOTHH JICITUT ¢ Ha
JIB€ HEPaBHBIE TPYNIBL: 1) ¢ BBISBICHHBIM ITEPBUYHBIM OMOXUMHUYECKUM J1e(EKTOM H 2)
HEBBISBJICHHBIM MIEPBUYHBIM OMOXUMHUECKUM JedekToM. HecMOoTpst Ha Bce yCIIeXu COBPEMEHHOM
OMOXMMHUYECKOW TeHETHKH, 3a00JIEBAaHUI C HEBBISIBJICHHBIM OMOXMMHYECKAM Je(EKTOM BO MHOT'O
pa3 OosbIre.

Hacnencrsennsie 6oe3an oomena (HbBO) - omna n3 Hanbonee MHOTOYHCICHHBIX W XOPOIIIO
M3YYEeHHBIX TPYIIIT MOHOTCHHBIX 0O0JIe3HEH ueoBeka. B ocHOBe maTorenesa 3Toi rpyIibl
3a00J1eBaHU JIe)KAT HAPYILICHHS ONPeIeIeHHBIX OMOXMMUYECKUX MTPOIIECCOB C HAKOIUIEHUEM KaKHX-
TM060 METabOTUTOB MIIH C HEJOCTATKOM KOHEYHBIX TPOAyKTOB. [Ipu Bcem paznoodpazun HBO

MOKHO BBIJICIIUTH 06HII/Ie KIIMHUYECKUEC ITPU3HAKH, 06’[>€I[I/IHHIOHII/I€ HX B OAHY I'pylIny:

* 33JIepyKKa ICKHXOMOTOPHOI'O Pa3BUTHS y JI€TEH paHHEro Bo3pacTta (YMCTBEHHAs OTCTAIOCTh Y ICTCH

crapiue 3 ner);

* HEBPOJIOTHYECKUE HAPYIICHUS - CYJIOPOTH, MOBBIIICHHBIA WU MTOHUKEHHBIN MBIIIEYHBIA TOHYC,

CITaCTUYCCKUC ITape3hbl, MHKpOHe(baHHH, aTaKCusA, MUOIIATHA U [P.,

® JUCIICIITHUYCCKUC paCCTpOﬁCTBa, HCIICPCHOCUMOCTDb OTACJIbHBIX ITPOAYKTOB U JICKAPCTBCHHBIX

MpenaparoB, HapyIIeHUE KUIIEYHOTO BCachIBaHUs (MalibaOCopOIus);

® HApYHICHHUC (1)I/I3I/I‘-160KOFO Pa3BUTHUA - HCAOCTATOYHAS NI M30BITOYHAS Macca TCIa, HeraBHJ’IBHHfI

pocT, aedopMarii KOCTel TYJIOBHILA U KOHEYHOCTEH;

* cenUYecKuii BET U 3amax MOuH (Telna);

* KaTapakTa, Ipyrue HapylIeHus 3peHus U CIyXa;

* renaToCIIEHOMETaNUsl, JUTMTENbHAS KeJITyXa HOBOPOXKIECHHBIX, LIUPPO3 NICUEHU;
* U3MEHEHHE LIBETA U CTPYKTYPhI BOJIOC, KOYKHBIEC TIPOSIBICHMUS;

* CHHApPOM BHE3AITHOU CMCPTH.



Hapymienust MmopgoreHnesa npyu MOHOTEHHBIX 0OJIE3HSX MOTYT MPOSIBIISITHCS CHHAPOMaMHU
MHOKECTBEHHBIX BpOXKICHHBIX MOpoKoB pazsutusi (MBIIP). Iloq MBIIP noHumaroT KOMIUIEKC U3
JIBYX WJIU OoJiee He MHAYITUPYEMBIX JIPYT C IPYroM MOPOKOB Pa3BUTHS B Pa3HBIX CUCTeMax. TouHas
JIMarHOCTHKAa MOHOT€HHBIX CUHAPOMOB MBIIP Bo3MOXkHaA TOIBKO MOJIEKYISPHO-TEHETUUECKUMHU

MCTOAaMM UCCJICJOBaHM.

PenieccuBHo-Hacneyemblie (pOpPMBI C BBICOKMM IMTOBTOPHBIM PUCKOM B CEMBSIX MTPEICTABIISIIOT COO0
20% cunapomos MBIIP. I'pynna monorennsix cuaapomos MBIIP, Ha 101110 KOTOPBIX TPUXOAUTCS
okoi0 40%, npeacTaBieHa OOIBIINM YHCIOM HO30JIOTHUECKUX (POPM, JOCTUTAIOIIUM HECKOIBKUX
COTEH.

3.2. 'enernyeckas reTepOreHHOCTh U KIMHUYECKUI MonuMop(r3M MOHOTEHHBIX O0se3Hel

CXO0/1cTBO KIMHUYECKOH KapTHHBI TeHHBIX 3a00JIeBaHU e11le He CBUAETEIbCTBYET 00 UX
3THOJIOTUYECKON OTHOPOAHOCTH. OHU MOT'YT OBITH OOYCIIOBJICHBI MyTALlUsIMHU B pa3HbIX JOKYycax
(MeXreHHas FeHeTHUYEeCKasi FeTepPOreHHOCTh) WM Pa3HbIMU MYTallUsIMHU B OTHOM JIOKYCE

(BHyTpHreHHasi TeHETHUECKasi FeTePOreHHOCTh - MHOXKECTBEHHBIH aJUICIIN3M).

Knnanueckuii moauMop(u3M MOHOTEHHBIX 00JI€3HEH, Win pa3Hoo0pa3ne KITMHUYECKUX MPOSBICHUIN
B PaMKax OJHOI'O IMArHo3a, MPOsIBJIAETCS B PA3HBIX CPOKaxX MaHU(ECTAIINH, TOTHOTE U TSKECTH
CHMITTOMAaTHKH, TIPOIOJKUTEIIEHOCTH OOJIE3HH, OTBETE HA JICKAPCTBEHHYIO TEPAIHIO,

MMPOAOJDKUTECIbHOCTH U KAaUCCTBEC )KM3HU.

Knauanueckas KapTrhHa 00JIe3HH MOKET 3aBUCETH OT J03BbI T'CHOB. TaK, TOMO3UTOTHOCTS I10
AYTOCOMHO-IOMMHAaHTHBIM 0oJ1e3HIM onpeacsicT 0oJiee TsKENbIe KIIMHUYECKHE IIpOABJICHUA, A

WHOT/Ia ¥ BHYTPUYTPOOHYIO THOENH IO/,

AyTOCOMHO-periecCUBHBIE 0OJIE3HH MPOSBIIAIOTCS B TIOIHOW Mepe MPHU YCIOBHHM TOMO3UTOTHOT O
COCTOSIHHSI IT0 MyTaHTHOMY ajuiesio. OJJHaKO HEKOTOpbIe MPU3HAKH 3a00JI€BaHUS MOTYT
MPOSIBJIATHCS Uy TETEPO3UTOT (JIeTKast (hopma), OHU YCHIIMBAIOTCS A0 KIMHUYECKOW KapTHHBI

00JIe3HU MPU IEHCTBUM ONPEACTICHHBIX BHEITHECPEIOBBIX (PAKTOPOB.

['eneTnueckre NPUYMHBI KIMHHYECKOTO MTOIUMOP(H3Ma MOTYT ObITh 00YCIOBJIEHBI HE TOJIBKO
MAaTOJIOrMYECKUM IT'€HOM, HO U T€HOTUIIOM B LIEJIOM, T.€. TEHOTUIIMYECKON CpeIol B BUJIE T€HOB-
MoIU(HUKATOPOB. ['eHOM B 11e710M (PYHKIIMOHUPYET KaK XOPOIIO CKOOPIMHHUPOBAHHAS CUCTEMA.
Bwmecre ¢ maTomornyeckuM reHoM MHAUBU HACIEAYET OT POAUTENeH KOMOMHALIMY JPYTHUX I€HOB,

KOTOPBIC MOTI'YyT YCHUJIMBATDh UJIN 0c1a0IsATh HeﬁCTBHG IaToOJIOIrM4CCKOro reua.

B Ppa3sBUTUHU TCHHOU 60H€3HI/I, Kak | JII000ro HACJICACTBCHHOI'O IpU3HaKa, UMCCT 3HAYCHUC HC
TOJIBKO I'CHOTHUII, HO U BHCIIHAA CpCa.

3.3. Metozpl 1abopaTOpHON AMATHOCTUKH MOHOTCHHOM ITaTOJIOTUN
3.3.1. bBuoxuMuueckre MeTOIbI

JU1s TMarHOCTUKY MOHOT'€HHBIX 00JI€3HEH C BBISIBJICHHBIM OMOXUMUYECKUM JE€(PEKTOM UCIIONB3YIOT
pa3zHooOpa3Hble OMOXUMHUYECKHE METO/Ibl. bruoXxuMuyeckasi IMarHOCTHKA UMEET OOMbIYIO IEHHOCTD,
MOCKOJIBKY CYILIECTBYET Majo BO3MOKHOCTEN AJist TouHOU U auddepenmansroit nuarnoctukn HBO
TOJIBKO C MOMOIIBI0 KITMHUYECKUX M TeHEAIOTHYECKUX JaHHbBIX, 0COOEHHO Ha PAHHUX CTaHIX

0oJIe3HH.



K renernueckum OMOXMMUYECKUM METO/IaM AMArHOCTUKH OTHOCST KaueCTBEHHBIE,
MOJTYKOJIMYECTBEHHBIEC U KONMYecTBeHHbIe. KpoMme KpoBH, €€ T1a3Mbl, CHIBOPOTKH M (POPMEHHBIX
9JIEMEHTOB, /U1 OMOXUMHUYECKUX UCCIIEeIOBAaHUI MOTYT HCIIOIb30BAThCS MOYA, MOT, KYJIbTYpPbI

KJIeToK (puOpobacToB, TMMQOIUTOB), MEKOHHA.

Kauecmeennvie TecTsl JemieBble, MPOCTbIE, YyBCTBUTEIbHbIE, IO3BOJISIOT BBISIBUTh H30BITOUHBIE
KOHLIEHTPAIMK CyOCTPAaTOB UJIM UX NPOU3BOHBIX IIPU (DEPMEHTHBIX OJIOKaX peakluii, B KOTOPhIX
OHH Y4acTBYIOT. /lJ11 KaueCTBEHHBIX TECTOB OOBIYHO UCIIONB3YIOT MOuy. KauecTBeHHbIE peakiiuu
NeTISTCS Ha YHUBEPCAIbHbIE, OIIPEIeIIAIONINe IPYITy 3a001€BaHui ¢ BEYIIUM OMOXUMHUYECKUM
nedexrom [Harmpumep, netnwinupuauHuiixiopua-tect (L{IIX-tect) mpu Mmykononucaxapuaosax,
npoba benenukra Ha peAyMpyrONIMe BEUIeCTBA U Ap. |, U crernuduieckne (TecT Ha
TOMOT'€HTU3MHOBYIO KHCIIOTY IIPU aJIKaTOHYPUH, TECT Ha MeJb Tpu Oose3Hn Bunbcona-

Konosarnosa u ap.).

Tonykonuuecmeennvie N KorudecmeeHHvle METO/Ibl OMOXUMUYECKOH TMarHOCTUKU IPOBOJSTCS U C
MOYOH, 1 ¢ KpoBbIO. C UX MOMOIIBI0 MOJKHO Pa3JAeIUTh METAO00INTHI, IPUHAUICKAIIIE OTHOMY
KJIacCy XMMUYECKHX BEIIECTB, M ONPEIEINUTh KOHIICHTPAIMIO ONpeiesieHHOro BemecTBa. K atum
METO/1aM OTHOCSTCA OyMakHasi, TOHKOCIIOWHAs (OIHO- ¥ IBYMEpHAsi) U APYr'He BUIbI
xpoMatorpaduu, 31eKTpodopes, XpoOMaTOMaCCIIEKTPOMETPHS, CHEKTPO(OTOMETPHSL, (QITyopUMeTpus,
BBICOKO?((DEKTHBHAS KHUJIKOCTHAsI XpoMaTorpadusi, TaHAEMHasi MacC-CIIEKTPOMETPHs (II03BOJISIET
orpenenuth 10 3000 MeTabomnaecKux MapkEPOB). DTH METOIbI BHICOKOTOUHBIE, CIIOKHBIC B
WCTIOJIHEHUH U TPEOYIOT MCIIOIB30BaHUS JOPOTOCTOSIIET0 000py/10BaHUS.

s muarnoctuku HekoTopbix HBO [(ennnkeronypus (OKYVY), ramakrosemus u ap.], B paMkax
MacCOBOI'0 HEOHATAIBHOTO CKPHHUHTA UCHIONB3YIOT MUKkpooduoiocuieckuti mecm I ampu, IpoCTOMH,
JIENIEBBI U YHUBEPCAIBHBIN, B OCHOBE KOTOPOT'O BEIPAIIMBAHNE HA MIHUMAIBHON MUTATEIbHON
cpezie MUKpOOPTraHU3MOB, YyBCTBUTEIBHBIX K ONPENEIIeMOMY METa0O0IHUTY (110 MHTEHCUBHOCTH
MHUKPOOHOT'0 POCTa MOXKHO CYJIUTh O KOHIICHTPAITMH dTOro MeTabosmTa). JlaHHBIN TecT umMeeT
0c00yI0 TMarHOCTUYECKYIO 3HAUMMOCTh B T€X PETrHOHAX, IIe HET MEIMKO-TEHETUYECKUX [IEHTPOB U
CIELUAIN3UPOBAHHBIX TEHETHYECKUX OMOXMMUYECKUX J1a00opaTopuii ¢ JOPOrOCTOSIIIUM

000py/I0BaHHEM H MTOJITOTOBJICHHBIMHU KaJIpaMH.
3.3.2. MonekynsspHO-TeHETHIECKHUE METO/IbI

MonekynsapHO-TeHETUYeCKHE METO/IbI TPUMEHSIOTCS U1l paOOTHI C TEHOM, ONPEIETISIOT €ro
CTPYKTYPY (CEKBEHUPOBAHUE), T.€. OCIET0BATEIILHOCTh a30TUCTHIX OCHOBAaHUN U U3MEHEHMSI B HEN
(MyTauu, IMHaAMHUYECKUEe MYTAIH ) WX TIOCIIE0BATEILHOCTh AaMUHOKHUCIIOT B OEJIKE, MOJIOKEHHE
Ha XpOMOCOME IO OTHOILEHHUIO K JPYTUM I'€HaM U pacCTOSHUE MEXy HUMU ((pu3ndeckoe

KapTUpOBaHUE).

C nomomipro JIHK-anann3a MOXHO MOATBEPAUTH AUArHO3 3a00I€BaHUS IPH Pa3BEPHYTON
KJIMHUYECKOH KapTUHE, ONPEIeIUTh 3a00JI€BaHUE PEHATAILHO, B JOKIMHUYECKON CTa Ul WU

BBIABUTDH I'CTCPOZUTOTHOC HOCHUTCIILCTBO.

Wcxoanblii 3Tan Bcex MOJEKYISIPHO-TEHETUYECKUX MeT0J10B - monyueHue oopasuos JJHK (PHK):
TeHOMHOM (M3 KJIETOK) MJIM OIpeNlelIeHHbIX (PparMeHTOoB, MoUIeKauX aHanuzy. /s nonyuenus

TC€HOMHOM Z[HK MOJKHO MCITOJIE30BaTh JTI00BIE AAPOCOACPIKAIIUC KIICTKH, HO Yallle pa60Ta}0T C



neiikouutamu, pudpobiactamu, KIeTKaMUd XOpHOHA, AMHUOTHUYECKON KHUAKOCTH (JOCTaTOYHO MSATHA

KpPOBH, COCK00a CO CITM3UCTOMN MICKH, HECKOJIBKUX BOJOCSHBIX JTYKOBHIL U JP.).

st pabotel ¢ renomuon JIHK ucnone3yercst Mmeroauka orom-eubpuouszayuu no Cayzepry (0T
anri. blot - mepeHoc mpomokanuem, u 1o GpamuIrK aBTOpa JaHHOTO MeTo/a). B OosbIIMHCTBE
CllydaeB JJOCTaTOYHO UccliefoBaTh Hebonbmoi pparment JJHK.

THonumepasnas yennas peaxyus ([11{P) - meton amrudukanuu (MHOTOKPaTHOTO
«THpaXUPOBaHUs») oTAeNbHBIX hparmenToB JJHK in vitro, mo3Bosnstomniuii 3a KOPOTKOE BpeMst
NOJIY4YUTh OosbIoe (B 1 MIIH pa3) yBeInUeHHUE YKCiIa KO 3a CUeT MOCTOSIHHO ITOBTOPSIOLINXCS
IIUKJIOB CHUHTE3a HOBBIX Konuii ucciexyemoro ¢pparmenta JJHK B cooTBeTcTBUM CO CTPYKTYpOIt

MaTpHIIbI.
Paznuuatot npauyio u koceennyio JJHK-auarnoctuky HacieaCTBEHHBIX OOsI€3HEH.

Ipamasn J[HK-0uacnocmuxa BBISIBISIET MyTaIlMH B KJIOHUPOBAHHOM I'€HE C M3BECTHON
HYKJICOTHTHOHM TIOCTIE0BaTeNIbHOCTHIO. [ TaBHOE penmyiecTBo 3Toro Meroza - 100% TouHocts
JIMAarHOCTHKH, BO3MOXKHOCTh €€ IPUMEHEHUs TIPU 00CIIeI0BAaHNH TOJIBKO OIHOI'0 YEIOBEKa,
JIMarHOCTHKA T€TEPO3UTOTHOTO HOCUTEIHCTBA MYTAaHTHOT'O T'€HA y 3/I0POBBIX POJUTEICH yMEpIIEero
peOeHKa 1 ero OIMKalIIMX poJCTBEHHUKOB, YTO OCOOEHHO aKTYaJIbHO ITPH AyTOCOMHO-

PEIeCCUBHBIX 3a00ICBaHUSX.

B nacrosimee Bpems npsimasi JIHK-nuarsocTrka mpuMeHsieTcst Uit CpaBHUTEIHLHO HEOOIBIIOT0
qrciia Hanbosee pacrpoCTpaHEeHHBIX MOHOTCHHBIX O0Je3Hel (MYKOBHCIINIO03, (EHUIIKETOHYPHS,
MPOrpecCUpyroIIas Meleynas quctpodust Jromenna, Heiipodudpomaros, CHHIPOM JIOMKOH X -

XPOMOCOMBI, HEZIOCTATOYHOCTH Oli-aHTUTPUIICHHA, TAIACCEMUH U HEKOTOPBIX JPYTHX).

K HemocraTkam MeToa MOYKHO OTHECTH €T'0 HETIOJIHYIO HH(OPMATUBHOCTH B CBSI3M C BHYTPUT€HHON
TeHETHYECKON TeTepOreHHOCTHIO (BEpOATHOCTh BOSHUKHOBEHHUS OOJBIIOT0 KOJIMYECTBA MyTalluil B

OJTHOM U TOM K€ TCHE).

Henpsmvie (kocsennvie) memoowt JJHK-0uaenocmuxu MOHOTCHHBIX OOJIe3HEH Ooiee YHUBEPCATbHBI,
TaK KaK MOT'YT IPUMEHSTHCS B TEX CIyJasiX, KOrja reH OOJIe3HH TOYHO He HICHTU(QHIUPOBAH, HO
M3BECTHA €ro JIOKAIU3alus Ha onpeesieHHoi xpomocome. JIHK-1narsoctuka B 3ToM cirydae
CTPOHTCS HA CEMEWHOM aHAIIU3e Pa3IMYHBIX OIUMOP(HBIX MAPKEPOB, HAXOISAIIUXCS B TOM XKe
XPOMOCOMHOM PETHOHE HJIM TECHO CLEIUICHHBIX C JIOKYCOM 3a0onieBanusi. [I[puMeHeHne KOCBeHHBIX
METOJIOB TIPEIyCMAaTPUBACT TAKIKE B KAUECTBE 00513aTENIbHOTO PeIBAPUTEIBHOrO dTara
UCCJIe/IOBAaHHE YaCTOTHI aJUIeNICi COOTBETCTBYIOMIMX MOJMMOP(HBIX CATOB B aHAIN3UPYEMBIX
MONYJISIUSIX, CPEAU OOJBHBIX U T€TEPO3UTOTHBIX HOCHTENEH MyTallnii, a TAKKe ONpe/ieieHHe
BEPOSTHOCTH PEKOMOMHALIMY U HEPABHOBECHS TI0 CUCTIIICHUIO MEX/y MApKEPHBIMU CaiTaMH U
MYTaHTHBIMU aJuIeIsIMU TeHa. OCHOBHOM HEIOCTaTOK KOCBEHHOro MeToza - He 100% TOYHOCTS.
Tunnyneie omuOKK cocTaBNAIOT 1-5%. J{1st KOCBEHHOW AMAarHOCTUKY HEOOXOAMMBI TPOBEICHUE
CEMEIHOI0 aHAJIN3a, TOYHBIN KIMHUYECKUHN THAarHO3, a TAK)KE UCIOIb30BAHUE TOIBKO JUIs
MOHOJIOKYCHBIX 3a00s1eBaHnii. COBMECTHOE MCIIONb30BaHKME MPSIMBIX 1 KOCBEeHHBIX MeTo10B JIHK-
JIMarHOCTHUKU TIO3BOJISIET MOJIYYUTh HAauOO0JIee TOUHBIN Pe3yJbTar.

4. MHOTI'O®AKTOPHBIE BOJIE3HU



Mpuorodakropubie 60e3HH (MyIbTH(PAKTOPHANIbHBIE, WK 00JIE3HU C HACIEICTBEHHON
MIPeIPacIoOKEHHOCTHIO) OBLIH BBIZENIEHBI U3 TPYIIIBI TeHHBIX 0oJie3Hel Oiaroaaps UPOKUM
TeHETHUKO-31THIEMUOIOTMYECKUM UCCIIEIOBAHUSIM (KJIMHUKO-T€HEaTOrH4eCKUM, OJTM3HELIOBBIM,

HOHyJ'ISIL[I/IOHHO'CTaTI/ICTI/I‘ICCKI/IM) B PAa3HBIX MOMIYJIALUAX.

MHorodakTopHble 00JI€3HH XapaKTEPU3YIOTCs HAClIeJOBAaHHEM IPEAPACIIONOKEHHOCTH, 3aBUCSILEH
OT 3HAYUTEITHHOT0 YKCIIa TEHOB C CyMMapHBbIM 3((})eKToM (reHeThuYecKasi KOMIIOHEHTa), U
OIpeIeIeHHBIX (DAKTOPOB BHEIIHEW CPE/Ibl, PEATH3YIOIINX TeHETHYECKYIO TIPEIPACIONOKEHHOCTh

(cpemoBasi KOMITOHEHTA).

[TomurenHpie cCUCTEMBI TPEIPACTIONIOKEHHOCTH 10 XapaKTepy MPOSBICHHS MOTYT ObITh B BHJIE IBYX

BapUaHTOB:
* C IOPOTr'OBBIM JIEHCTBUEM,;

* 0€3 MOPOroBOro JICHCTBHS, KOTJIa Pe3yJIbTaT ACUCTBUS YBEIIMUMBACTCS KOJTMYCCTBEHHO B

3aBHUCHUMOCTH OT HAKOIIJICHUSA ITaTOJIOTMYCCKUX I'CHOB.

["enbI mpeapacnonoKEeHHOCTH HEe 0053aTeTbHO IPUBOAST K BOSHUKHOBEHUIO OOJIE3HU, a JIUIIIb
MOBBIIIAIOT BEPOSITHOCTh €€ BOZHUKHOBEHUS. Hapsiay ¢ reHamMu mpenpacionokKeHHOCTH,

CYHICCTBYIOT I'CHbI yCTOﬁqHBOCTH, KOTOPLIC CHUIKAIOT BEPOATHOCTL PA3BUTUA 3a00JIeBaHMS.

[Ipu uzydyeHnr MHOrO(aKTOPHBIX O0JIe3HEH OBLTIO 00paIecHO BHUMAHUE Ha KOMOPOHIHOCTD, T.€.
MHOKECTBEHHOCTD 3a00JICBaHUI Y OJHOTO MAaIMeHTa. BBIIEICHBI TPYIIIBI TAKKMX COYCTAHHIA,
HarpuMep, MPH METa0OITMYSCKOM CHHPOME: OXKHPEHHUE, THUIIEPTOHUYECKast 00JIC3Hb,

HMHCYJIMHOPE3UCTEHTHOCTD, THIIEPX0JIECTEPUHEMUS.

Y CToiunBbIE COUETAHHS TATOIOTHIECKUX COCTOSIHUI - CHHTPOITHH, a TeHbI, YYaCTBYIOIIHE B UX
Pa3BUTHH, CHHTPOITHbIC. B IPOTHBOIOI0KHOCTD SIBICHUIO CHHTPOITUH CYIIIECTBYET AUCTPOIHUS -
pelKoe, WK 1a)Ke aHTarOHUCTUYECKOE, COYCTAHUE MATOIOTMYECKUX COCTOSIHUN Y OJTHOTO YeJIOBeKa
(Hanpumep, TyOepKyJie3 JIETKHX U OpOHXHalIbHAs acTMa). I 'eHbl, 00yCIIOBIUBAIOIIHE
aJIbTCpPHATHBHBIC MATOJIOTHYECKUE COCTOSIHUS, Ha3bIBAIOTCS JUCTPOITHBIMH.

MHoroo0pa3sue reHeTHIECKUX U CPEIOBBIX KOMITOHEHT MPEAPACIIONOKEHHOCTH K MHOTO(aKTOPHBIM
00JIe3HsAM, a TAKIKE MX B3aMMOJICHCTBHE MPOSIBIIAIOTCS MPEKIE BCETO B BHIPAKEHHOM KIIMHUYECKOM

noJauMop(u3Me 3TOU TPy HACTEICTBEHHBIX 3a00JIEBaHUM.

Knuanueckoe MHOrooOpas3re MHOrO(paKTOPHBIX 3a00JI€BaHUI MOKHO YCIOBHO Pa3/IeIUTh HA

CJICAYIOIINEC BApHUAHTBI:

* BIIP;

¢ CUCTCMHBIC MMOPAKCHHA C XPOHUYCCKHU MMPOrpCCCUPYIOIINUM XapaKTECPOM TCUCHUS,
¢ BO3BMOXHOC COUCTAHHC 3TUX BAPHUAHTOB.

CooTHocUTEeNbHAS POJIb TCHETUYCCKUX U CPEAOBBIX (1)aKTOpOB (KOMHOHCHT) pasjindyHa KakK ajisd
KOHKpCTHOfI IaToJIOruu, TakKk M AJ1A KaXXKA0Iro MHJAUBUIA. Benmuununa npeaApacroIOKEHHOCTH MOXET
OBITH pasiindHa JJis1 THAUBUI0B MY)KCKOI'O U JKCHCKOT'O 110JId, pa3HbIX KOHCTUTYLIMOHAJIbHBIX THUIIOB,

6I/IOXI/IMI/I‘ICCKI/IX, HUMMYHOJOTHYCCKHUX XapPAKTCPUCTUK.



[Ipu MHOrOakTOpHOM XapakTepe 3a00JIeBaHUS 0’KUACTCS YMEHbILIEHUE YaCTOThI 3a00JIeBaHuUs C

YMCHBIICHHUEM CTCIICHU POACTBA.

BepositHOoCcTh 3a0071€BanHus OyI€T BBIIIE CPEU POACTBEHHUKOB OOJILHBIX ¢ 00Jiee TSKEIBIMU
KIMHUYECKMMH BapUaHTaMU JAHHOTO 3a00JIeBaHMsI, TaK KaK CTENEHb MPEAPACTIONOKEHHOCTH ITUX

OOJIBHBIX BBILIE.

Hecwmotpst Ha TO 4TO YenoBeK ri1y00KO MHAMBHUAYAJIEH MO OMOJIOrMYECKUM U TICUXOCOIHATbHBIM
(akTopam, YUCIIO BapUalUi KIFOYEBBIX OMOXUMHUYECKHUX PEaKIINii, BaXKHBIX JUIsI TOMEOCTa3a,
CPaBHUTEJIHHO OTPaHUYCHO, MPEXK]IE BCETO NT€HETHUECKON KOHCTUTYIIMEH CEMbH («CEeMEHHBIM
reHooHIoM»). cxos 13 3TOro, aHaIu3 MOJIENIN MOJTUTEHHOTO HACIeI0BaHMS
MIPEPACIIONIOKEHHOCTH TTOKA3bIBAET, YTO BEPOSTHOCTH BOSHUKHOBEHHSI MHOTO(DAKTOPHBIX

3a00NeBaHUM Cpeair POJACTBEHHUKOB OOJBHBIX BBIIIE, YEM B MTOMYJISIIUH.

Mmuorodakropabie 60JI€3HH MTPU BCEM UX PA3HOOOPA3HH XapaKTEPHU3YIOT CIEAYIOINE O0IINE YePTHI:
* BBICOKAsl YACTOTA B MO YJISIINH;

* HECOOTBETCTBHE HACJIECIOBAHUSI POCTHIM MEH/IEIIEBCKUM MOJIEIISIM;

* BRIpQXEHHASI BHYTPUTEHHASI 1 MEXKI'CHHAs! TeHETUYECKasl TeTePOreHHOCTb;

* KIMHUYECKUN TOIUMOP(H3M;

* QHTULMIALMS - YTSDKEJICHHE KIMHUYECKUX POSBICHUM B CEMbE IO IIOKOJIEHUSAM (3a CUET Kak
CPElIOBOM, TaK M HACIEICTBEHHON KOMIIOHEHTHI).

[Tpu MHOTOAKTOPHOM MATOJIOTUU HACIEACTBEHHAs MTPEIPACTION0KEHHOCTh MOJKET OMPEeAeTAThCS
MHOTMMH T€HaMH, CIeNn(PUIECKUMH [T KaXKI01 O0JIe3HH, OHAKO 3TO HE 03HAYAET, UTO IS
pa3HbIX OosIe3Hel B cOCTaBe KOMIUIEKCOB KaXKABIN pa3 MMEIOTCS HOBbIE reHbl. CpaBHUTEIHHO
OrpaHMYEHHOE YHCII0 OMOXUMHUYECKUX PEaKIUi, KITFOYEBbIX JJIsl TOMEOCTa3a, MO3BOJISIET OXKHIATh
MIPEUMYIIECTBEHHOE YUacTHE B IPEAPACIIONOKEHHOCTH K Pa3HBIM 3a00JI€BaHUSAM ONPEIEICHHOTO

qucja OJHHUX U TEX KC€ I'CHOB.

BonbIMHCTBO HIMPOKO PACIIPOCTPAHEHHBIX 3a00JI€BaHUI Pa3BUBAOTCS Y MALIUEHTOB C
COOTBETCTBYIOLIUM COUYETAHUEM «IIPEIPACIIONATAOIINX» HACIEACTBEHHBIX U «IIPOSIBIISIOILINX)
BHeIHUX (pakTopoB. K 3TuM 3a0011€BaHNsAM OTHOCSTCS HIMPOKO PACIpOCTPAHEHHBIE OONIE3HU
CpeiHero Bo3pacra (TUInepToHHYecKast O0Ie3Hb, aTePOCKIEPO3, AJUIEPro3bl, IH30(peHns, caxapHbIi

I[I/Ia66T, SA3BCHHAsA 60H63HB, Icopna3 1 MHOI'ue z[pyrI/Ie) H BPpOKJACHHBIC ITOPOKH PA3BUTHUSI.

HaCJ'Ie,Z[CTBeHHOC npeaApacIiOIOKCHUEC K 0O0JIE3HIM O6y0J'IOBJ'IeH0 IHAPOKHUM I'€CHECTUYCCKUM

HOJ'II/IMOp(l)I/ISMOM YeJIOBEKa M MOXKET UMETh MOHOICHHBIN MIIM TTOJIUTCHHBIN XapakTep.

MonoreHHbIe ()OPMBI HACIEICTBEHHOI'0 TIPEAPACIIONIOKEHHS - CBO€0Opa3zHas opMa reHHBIX
Oosne3Hel, MPOSBIISIONINXCS TOJBKO Y TeX WHAWBU/IOB, KOTOPBIE ITOABEPTAIOTCS IEHCTBUIO
crenu(puUecKoro BHeIHero gaxkropa. ['eHeTnyeckne 3akOHOMEPHOCTH MOHOTE€HHBIX (POpM ¢
HACJIEICTBEHHBIM MPEAPACIONOKEHUEM (IIepeiadya U3 MOKOJIEHUS B TOKOJIEHUE, TION YIS IUOHHAS
pacnpoCcTpaHEHHOCTh) MOJTHOCTBIO COOTBETCTBYIOT 3akoHaM Menaens. [Ipossistomumu pakropamu
«MOJTYAILIMX» MYTAHTHBIX aJUleJIeil MOT'YT OBbITh JIEKapCTBa, MUIIEBbIE BEIIECTBA, 3arPA3HEHUS

BO3yXa, OMOJIOrHYecKre areHThI.



IIporno3upoBanue prcka pa3BUTHs OOJIE3HN B CEMbE OCHOBBIBAETCSI HA MHOTO(DAKTOPHBIX MOJIEISAX C
aJIUTUBHBIM WK IIOPOrOBLIM JeiicTBUEM reHoB. Ha mpakTuke uist 9TUX LieJIei HCIOoNIb3YIoT
TaOJIMLBI SMIUPUUECKOTO PUCKA. DMIUPUUYECKHI PUCK MPU MHOT'O(AKTOPHBIX 3a00JI€BaHUSIX
3aBUCUT OT BO3pacTa IpobaHaa, KOJIMUECTBAa OOJIBHBIX POJCTBEHHUKOB |-1 cTeneHu poJcTBa, moia
MOPa)KEHHBIX POJCTBEHHUKOB, CTEIIEHH TSXKECTH 3a00JIeBaHUs Y POJICTBEHHUKOB (BO3pacT Havaa
3a00s1eBaHus, [UINTEIILHOCTh U XapaKTep TEUEHUs).

ITpu pa3pabotke mep npoduaakTUky 6oe3Hel ¢ HaclIeACTBEHHOM MPepacioiokKeHHOCThIO
HEOOXO0JIMMO YUUTBIBATh, YTO 3aKOHOMEPHOCTH PACHPOCTPAHEHUS TaKUX OOJe3HEN JOCTaTOYHO
clIoXkHbIe. PacipocTpaHeHHOCTh yKa3aHHbIX OoJie3HEel 3HAUUTEIbHO BapbUpPYyeT B Pa3HbIX
nomyanusx. [[puauHbl TAKMX Bapramii MOKHO O0BSCHUTH Pa3TUnYMsIMA TeHETUYECKIX U BHEIITHUX
(baxTOpoB B UX peanu3anuu. B pesynbTare reHeTndyeckux npoieccos (0T0op, apeiid reHos, s dext
«POAOHAYAIBHUKAY, MUTPALIMOHHBIE TIPOLIECCHI) B OMY/ISAIMIX Y€IOBEKA T'eHBI
«IIPEPACTIONOKEHHOCTH» MOT'YT HAaKaIUIMBAThCS WM SJIMMUHUAPOBAThCA. Jaxe pu paBHBIX
YCIIOBUSIX CpEIbI 3TO MPUBOIUT K pa3HOii 3a00eBaeMocTH. B To e BpeMsi Ipu OMHAKOBOW 4acTOTe
«IIPEPACTIONATAIONINX» AUIeNICH MM UX COYETaHUH B MOMYIAUAX 4acTOTa OOJIe3HEH C

HACJIEICTBEHHOM MPEPACTIONOKEHHOCTHIO MOXKET OBITh Pa3HOMN, €CIIM YCIIOBUS CPEIbI Pa3IndatoTCs.

,HJ'I?I JIOKa3aTeIbCTBA MOJIUTCHHOM IIpUpOAbI HaCJICICTBECHHON mpeaApacIIoIOKCHHOCTH K 0oNe3HsIM
OPUMCHAIOTCA TPU OCHOBHBIX ME€TOA: KJ'II/IHI/IKO-FCHCH,J'IOFI/I‘ICCKI/IIZ, 6HH3H€HOBI:.II‘/II, MONMyJIAIUOHHO-

CTAaTUCTHUYCCKUM.

[Ipu u3ydeHnu 3TOH TPyNIbl 00JIE3HEH KaXKIbIii METOJ] UMEET ONPEACIICHHBIC OrpaHUYCHMS,
KOTOpBIE CJIE/TyeT YUUTHIBATh MPU MPOBEACHUH HccieoBanus. CieayeT TakKe MO4EePKHYTh, YTO B
CBSI3H CO CIIOKHOCTBIO TEHETHUECKOTO aHam3a 00JIe3HEeH ¢ HaClIeZICTBEHHON
MIPEIPACIIONIOKEHHOCTBIO TSl KKIOTO UCCIIEIOBAHMS HEOOX0TMMO U3YIEeHHE OOJIBIITOrO0
KOJIMYECTBA POIOCIOBHBIX HIIM OJM3HEIIOBBIX 1Map. VIHOT oA [Tt pelieHrst OTHOM 3a/1a4uH UCCIIEIyeTCs

HECKOJIbKO COTCH M OaX€ ThICAY POJOCIOBHBIX C OIPEACIICHHBIM 3a00JIEBAHHUEM.

Moenu noJUreHHbIX 00JIC3HEH ¢ HACICACTBEHHON MPEAPACIIONIOKEHHOCTHIO IIPEII0KEHEI
HECKOJILKUMH aBTOpaMU. 3ajada CBOJUTCS K ONpeeIeHrIo KodhGuimenTa HacaeyeMOoCTH
(ToIBEPIKEHHOCTH, TTPEAPACIIONOKEHHOCTH ) JaHHOW Oone3HH. J[71st aTOro Hajo pacnonaraTh
CBEICHUSMH O 4acTOTe OoJie3HEH B OOIIICH MOMYJISINHA U CPEIU POJICTBEHHUKOB 1, 2 M 3-1i cTeneHen
poxctsa. [IpeuioxkeHHbIe MOETN MTPEAYCMAaTPUBAIOT aITTATUBHOE (COUETAHHOE, CyMMapHOe)
JIEHCTBHE T€HOB, BXO/ISIINUX B MOJUTEHHYIO CUCTEMY, WM B3aUMOJICHCTBHUE IEHOB MPU MTOPOrOBOM
MIPOSIBJICHUH 0OJIC3HU, T.€. KoT/1a 00JIe3Hb BO3HUKAET IPU ONPEICICHHON KOHIICHTPAIIUN
MaTOJIOTMYECKUX FeHOB. Bennunna rnopora npeapacnoiokeHHOCTH (KOJTUYECTBEHHOE HAKOTICHHE
T'CHOB) MOXKET OBITh Pa3HOM JIJIsl MHAWBHJIOB MY>KCKOT'O U KEHCKOT'O 11oJ1a.

OnauH 13 MOIX0/I0B KIIMHUKO-TEHEAIOTMYECKOr0 U3YUCHHSI PEAPACTIONOKECHHOCTH K OOJIC3HSIM -
M3y4eHHe 3a00JIeBaCMOCTH CPEeI OMOIOTMYECKUX M IIPUEMHBIX POJICTBEHHHKOB OOJIBHBIX. B Takmx
CEMbSIX UMEETCS CBOCOOPa3HBI KOHTPOJIb - TEHETHYECKU HEPOJICTBEHHBIC WHIMBHU/IbI, CBSI3aHHBIC C
MPpo0aHI0M OOIIHOCTHIO CEMEMHBIX CPEJIOBBIX BIUSHUN. AHAIIU3 TUX CEMEH OKa3aycsi OCOOCHHO
TOJIC3HBIM JIJIsI JIOKAa3aTEeIbCTBA TEHETUUECKON TTPEIPACIONOKEHHOCTH K MN30(pEeHNH,

AITKOT OJIN3MY, OKUPEHHIO: 3200J1eBaEMOCTh B 2-3 pasa BhbIlIe y OMOJOTMUECKUX POJICTBEHHUKOB 110
CPaBHEHUIO C TAKOBOH y POJICTBEHHUKOB, HE MMEIOIIMX KPOBHOT'O POJICTBA (HAIIPUMED, YaCTOTa

AJIKOT'0JIn3Ma y INIPUCMHBIX ,I[eTeﬁ KOppEIUPYCT C 5TUM IIOKA3aTCJIIEM Y OMOIOrMYECKUX pOHHTeHeﬁ; y



MPUEMHBIX JIeTel Macca U CTeNeHb N30BITOUYHON MacChl Tela KOPPEIUPYIOT ¢ TAKOBBIMHU Y
OMOJIOTMYECKUX POJIUTENEH, a HE Y WICHOB CeMel, B KOTOPBIX BBIpOCIU pueMHble neth). [logo0Has
3aKOHOMEPHOCTh OTMEUAETCs PU CpaBHEHUU 3aboneBaeMoctu cynpyros. Hanpumep, yactora
KEITYHOKAMEHHOM 00J1e3HN y CHOCOB OOJIBHBIX MOBBIIIEHA 110 CPABHEHUIO C OOILIETOMYIISIIMOHHOMH,

HO HE IOBBIIIIEHA Y CYIPYIOB.

KoHTposbHbIE BOIIPOCHI K 3aHATHIO 2

1. XpomMocoMbI Kak HOCUTEIH HACIEICTBEHHON NH(POPMAIIHH.

2. Kinaccuduxanus XxpoMocoM.

3. OCHOBHBIE MTOJIOKEHUS TAMETOr€He3a.

4. Knaccugukanust XpOMOCOMHBIX HApYIICHUH.

5. Knmaccudukamus XpoMOCOMHBIX O0JI€3HEH, UX OCOOCHHOCTH, JHATHOCTUYECKUE TIPU3HAKH.
6. Kinnandeckast xapakreprucTika Hanbosnee pacrpoCTpaHEHHBIX XPOMOCOMHBIX CHHJIPOMOB.
7. MeToapl AMarHOCTUKU XPOMOCOMHBIX CHHAPOMOB.

8. IlokazaHust U1 UTOr€HETUYECKOT0 00CIeI0BAHUS.

9. [IpuHIHTIBI IEYSHUS XPOMOCOMHBIX OOJIE3HEH.

10. DTHoNOTHA, KITMHUYECKAs XapaKTEPUCTHKA HEKOTOPBIX 00JIe3HEH C HETPaAUIITHOHHBIM THIIOM

HaCJICJOBaHHSI.

11. DTHONOTHSA, YTUAEMHUOIIOTHS, KITacCH(UKAIINSI MOHOTCHHBIX OOJIE3HEH.

12. TToHsTHE O TEHETHYECKOW TeTEePOreHHOCTH M KIIMHUYECKOM TTOTUMOp(hH3ME TeHHBIX 00JIe3HEH.
13. Metonp! 1abopaTopHON AMATHOCTUKH TCHHBIX OOJIE3HEH.

14. DTHoNorHs, YSMUASMHUOIIOTHS, KiIacCu(UKAIHUI MHOTO(DaKTOPHBIX OOJIe3HEH.

15. OcobeHHOCTH TeHETHYECKON JMAarHOCTUKYA MHOTO(DaKTOPHBIX OOJIC3HEH.



3ansTie 3. YACTHASI CEMUOTUKA BPOXKJIEHHBIX U
HACJIEJCTBEHHBIX CTOMATOJIOI' MYECKHUX
3ABOJIEBAHUN

[ens 3aasTHSA: CHOPMUPOBATH OOITUE TPEICTABIICHUS O 3yOOUYEIFOCTHBIX U YePEITHO-JINIICBBIX

MIOPOKAaX Pa3BUTHS, CTOMATOJOIMUECKUX IPOSBICHUSIX XPOMOCOMHBIX 0OJI€3HEH.
CryzaeHT I0JIKEH 3HaTh

1. OcHOBHBIE MPUHIUIIBI KJIACCU(DUKAIIUU 3yOOUEIIOCTHBIX U YEPETTHO-THIIEBBIX TTOPOKOB.
2. DTHOJIOTHIO U NAaTOreHe3 3y00UeNIIOCTHBIX U Y€PETTHO-THIIEBBIX TTOPOKOB.

3. Cromarosiorn4yeckue nposiBJICHUS XPOMOCOMHBIX O0JI€3HEH.

CryneHT TOKEH YMETh

1. IIpoBecTr 1 UHTEPIIPETUPOBATH ONPOC U OCMOTP B CIIydae BPOKICHHBIX TTIOPOKOB Pa3BUTHS

YEIIFOCTHO-JIMIIEBON 00IaCTH 1 3y0O0UYETIOCTHBIX aHOMAITHH.
2. Pa3paboTarh TaKTUKY BeieHHs OOIBHOTO.

3. OpHeHTHPOBATHCS B 0OCOOCHHOCTSX CTOMATOJIOTMYECKAX HAPYIICHHUH P XPOMOCOMHBIX

OOJIE3HSIX.
5. 3YBOYEJIIOCTHBIE AHOMAJINU
5.1. DTHonorus, maTorenes u Kiaccuukaius 3y00deIFOCTHRIX aHOMAJTHI

3ybouemtoctHbie aHoManu (3UA) - COCTOSHMS, BKIIOYAOIINE FCHETHYECKU 00YCIOBICHHBIC
HapyIICHUs Pa3BUTHUS 3y0OB, YEIMOCTHBIX KOCTEH W COOTHOIICHUN 3yOHBIX PsIOB. B cTpykType
CTOMATOJIOrHYEeCKUX 3a00ieBanmii 3YA 3aHUMAIOT TPEThE MECTO T0CIIEe Kapueca 3yOoB U Oone3Hei

MapOIOHTA.

3y0o4entocTHbIC aHOMaTuu BeTpedaroTes y 50% mereit u 30% mOAPOCTKOB U B3POCIIBIX.
Bo3HUKHOBEHUE OJJHUX U TEX JK€ aHOMAIMA MOXKET OBITH O0YCIIOBIICHO PA3IMYHBIMU
ATUOJIOTMYECKUMU (haKTOPaMU - TEHETHUYECKUMHU, CPEIOBBIMU WJIM UX codeTaHueMm. [Ipuanna
TCHETUYCCKH JIETSPMUHUPOBAHHBIX aHOMAJIMH - Pa3HOOOpa3HbIC MYTAIlUH, PETUCTPUPYEMbIC Ha
XPOMOCOMHOM, T€HHOM ¥ TEHOMHOM YPOBHSIX OPTaHH3AIMH HACICICTBEHHOIO MaTepHraa.
CootercTBeHHO, 3UA Moryt (hopMHpoBaThCs Ha BCEX ATANax Pa3BUTHS - OT HaYalla 3aKJIaJIKH

3a4aTKOB 3}/60B J0 IMOJHOI'O UX NPOPE3bIBAHUA 1 PACITIOJIOKCHUS B 3Y6HOM panay.

HacnencrBeHHble ¥ BpOXKICHHbIE aHOMAIMK Pa3BUTHUS 3y00B MOXKHO JIy4Ille IOHATh, pacCMaTpuBas
WX pa3BUTHE HA CTAMIX HHULMAIMU U rponudepaniu, MopQoreHesa u anmo3uiui MaTpUKCa.
PazButune 3y00oB mHULIMUpYET 3yOHAas TUIacTHHKA. Eciy 9Ta macTuHKa He chopMUpoBaHa HIH ee
paHHss OpraHu3alys aHOMajlbHa BCIEACTBUE MyTallMU, MHULIMALUS HE IPOUMCXOAMT U 3yObl BOOOIIE
He pa3BuBaroTcs (ageHtus). Ecnu ¢pusndecku pa3pylieHa ToJIbKO YacTh MJTACTUHKU, HHULMALS
OTCYTCTBYET UMEHHO B 3TOM YaCTH, YTO MPUBOJUT K YACTUYHOMY OTCYTCTBHIO 3yOOB (TUIIOJICHTHS).
Pazymeercs, HekoTopble AU3pYNTUBHBIE (PAaKTOPHI (MHPEKIIMOHHbIE UM MEXaHUYECKHE

MOBPECIKACHUS B BUIC AMHUOTHYCCKUX TEPCTAKCK NI COCy,I[HCTOﬁ OKKJ'IIOBI/II/I) MOTr'yT IpuaaBaTb



MJIACTUHKE N30BITOUHYIO aKTUBHOCTD, UTO MPUBOJIUT K TUIIEPAECHTUH (M30bITOUHBIM 3yOam). [Tocne
MHUIMALUK OTJEJICHHbIE APYT OT Ipyra MOo4KH 3yO0B NpoaudepupyroT Ha CBOMX
IPeJONpPeICICHHBIX MECTAX.

Hapymenus nponudepanuy IpuBOAAT K aHOMAIMSIM YKCiIa 3y00B. 3a HauaJIbHBIMU TallaMu
nponudepaiuu cneayet ructoguddepenimanus. Ha sToM sTane ycraHaBIMBaIOTCS THITBI KIETOK,
HampuMep aMeno0IacTl U OIOHTOONACThL. Eciyn BHYyTpeHHMIt 3yOHOH snutenuii quddepeHuupyeTcs
HEMpaBUJIbHO, CTAHOBUTCSI HEBO3MOXKHBIM 00pa30BaHUE 0JIOHTOOIACTOB, YTO, B CBOKO OYEpE/ib,
IIPUOCTaHABIIMBACT pa3BUTHE 3y00B. Eciin 010HTO0IaCTBI HE MOT'YT ITPABUIIBHO
mddepeHInpoBaThCs, OHU TEPSIOT CIIOCOOHOCTh CTUMYJIMPOBATh 00Opa3oBaHUE aMes1001acToB U
BbIpabOTKyY 3Manu. Pe3ynbraT HapymeHuil quddepeHnnaluy - aHoMaabHas CTPYKTypa 3y0oB ¢

SIBHBIMW U3MCHCHUSAMU UX OpraHU3alun U q)OpMBI.

Huddepenunanbabiii poct yacteit 3yoHoro oprana (MophoauddepeHiuaus) onpeaeser
6azanbHbIN pasmep u popmy 3y00B. AHOManbHas MopdoruddepeHanys NpUBOIUT K
(hOopMHUPOBAHUIO MUKPO-, MAKPO-, TJIIO0OOHTHH, T00OABOYHBIX OYTOPKOB Ha KOPOHKAX 3yOOB 1

IPYIMX aHOMAaJIUM.

Anmno3unys noxpaymMeBaeT HaKOIUIEHHEe MaTpUKca IeHTHHA U dMaiu. [locie Toro Kak KIeTKH
BHYTPEHHETO 3yOHOT 0 SMUTENHS CTUMYIUPYIOT MOJUIEKAITYI0 ME3eHXUMY K 00pa30BaHHIO
OZIOHTOOJIACTOB, OIOHTOOIACTHI CO3AIOT CIIOH npeaeHTruHa. [locae Toro Kkak npeaeHTHH OyaeT
HaKOIUIEH B IOCTaTOYHOM KOJIMYECTBE, HAUMHAECTCA MUHEpaIu3alus. Pa3muynble TUIIBI AUCIUIA3UU

ACHTHHA IIPEACTABJIAIOT I[e(i)eKT]':xI HAKOIUICHHA NPCACHTUHA.

[Tocne popmupoBaHmst HEOOTBIIOTO KOJIWYECTBA MPEICHTHHA aMeI00JIaCThl HAUWHAIOT
CEKpPETUPOBATH MATPHKC IMAIU M MIPOJOIDKAOT JIEJIaTh 3TO, BIUIOTH JIO JTOCTIKEHHST KOHEYHOTO
(IeTepMHUHUPOBAHHOI'0) pa3Mepa KOPOHKHU. BoIbIIoi HeJOCTaTOK MaTprUKCca YMAIH IPUBOIUT K

THIOINIAaCTUYCCKUM BapUuaHTaM JUCIIIa3UH OMaJIu.

[Tocne 3aknanky MaTpuKca HMaji MPOUCXOIUT €ro MUHEPAIU3aIHs, 1 JI00ble HApyIIeHUs Ha STON
CTaJMH PA3BUTUS NPUBOIAT K JUCIUIA3HSM SMAJH C HEOCTATOYHOCTHIO KAIbLU(UKAIIH.
Co3peBaHue TBEPAOr0 MaTpUKCa MET BCIIE] 3a allllO3ULMOHHBIM pocToM. Hapymienue cozpeBanus
BEZIET K TaKUM (popMaM NaTOJIOTUH, KaK JUCIIIa3HH AMATH C HEJIO3PEIIOCTHIO.

Hecmotpst Ha orpoMHOE KOJIMYECTBO UCCIIEI0BaHMM, MOCBSIEHHBIX 3YA, 10 cux nop He
CYIIECTBYET €IMHON KiacCU()UKAIIUU U TEPMUHOIOTUHU 3TUX COCTOSHHIA, YTO CO3JaeT 3HAUUTEIIbHBIC
npo0eMbl B pa3paboTke 3 (HEKTUBHBIX MOJXOI0B K UX THATHOCTHKE, TPOPHUIAKTHKE U KOPPEKLIUH.
Pabouas xnaccudpukanus 3UA, mocTpoeHHas MO aHATOMO-TONOrpadUIECKOMY MTPUHLIUITY,

BKJIFOYACT:

* AQHOMAJIMH OTJIENILHBIX 3yOOB (BETMUMHBI, KOJTMYECTBA, (POPMBI, IIOIOKEHUS, CTPYKTYPbI U CPOKOB

Npope3bIBaHus 3y00B);
* AQHOMAJIMH 3yOHBIX PSJIOB;
* AaHOMAJIMH MPUKYCA;

* QHOMAJINU YEIIOCTEN.



[Topoxu pazBuTHs 3y0O0UETIOCTHON CUCTEMBI - HAU0O0JIee YaCTO BCTPEUAIOIASICS MATOIOTUS TIPU
XPOMOCOMHBIX 0OJIE3HSIX, OHU BXOJAT B cUMNITOMOKOMIUIEKC Oosiee 200 n3BECTHBIX MOHOT€HHBIX
CHHJIPOMOB, a TaK)K€ MOT'YT BCTPEUaThbCs KaK M30JIMPOBAaHHAS MATOIOTUs MHOTO(aKTOPHON

TIPUPOJIBL.
5.2. DTHONOrKA, TaTOreHe3 U KiacCUu(PUKAIMS YETIOCTHO-IHUIIEBBIX TOPOKOB (AHOMAJIHI) pa3BUTHS

BIIP paccmarpuBaroTcst Kak OmMOKY peatn3alii HaclIeICTBEHHON IporpaMMbl MopdoreHesa
BCJIC/ICTBUE BIIMSHUS SHOTC€HHBIX WJIM SK30T€HHBIX (DAaKTOpOB. B 0CHOBY COBpeMeHHOi

kiaccudukanyuy BITP nonoxensl MHOrooOpasHble MEXaHU3Mbl X (JOPMUPOBAHMS B OHTOI'€HE3E.

B 3aBucumocTn ot ypoBHs Hapymenuid mopgorenesa BITP moapazaensitor: 1) Ha KiIeToUHEIE; 2)

TKaHEBbIE; 3) OpraHHbIC.

B 3aBucumocTH oT Xapakrepa HapymeHH MexaHu3MOB MopdoreHe3a BeinensaoT BIIP, Bo3aukme B

pe3yabpTaTe HapyLICHHUN:

* mposin(hepaTUBHON AKTUBHOCTH KIIETOK;

* MUTpAINi KJIETOK U HOPMAJILHOT'O EPEMEIICHHSI OPTaHOB;
* T GepeHINPOBKN KIETOK U UX (PU3UOTOrMUECKON TndenH;
* QIr€3UBHBIX MEXaHNU3MOB.

Bce 3T MexaHM3MBbl UMEIOT T€HETUYECKYI0 OCHOBY, OJJHAKO UX pEaIU3alysl 3aBUCUT OT
BHENIHECPEOBBIX BO3AeCTBUI. Hanmpumep, 3arporpaMMHpOBAHHBIN YPOBEHb MUTOTHYECKON
aKTUBHOCTH MOXET CHIDKAThCs 10J] Bo3aelicTBueM nuruouropos cunresa JJHK, nedurura
KHCIIOPOJia, BUpyca KOPEBOM KPACHYXHU U JIp.

B 3aBucCHMOCTH OT 1TOCIIeIOBATEILHOCTH BOSHUKHOBEHHSI HapyleHuid Mopgdorenesa BITP
paznenstot: 1) Ha mepBUYHBIC; 2) BTOpUYHbIC. [IepBUYHBIC TOPOKU 00YCIOBIICHBI
HETOCPEICTBEHHBIM BO3/ICHCTBUEM MOBPEXIAIONIETO (PaKTopa (FreHEeTHYECKOro, CPETOBOr0O HITH HX
co4eTaHus). BropuuHble MOPOKU BO3HUKAIOT KaK OCJIOKHEHUE TIEPBUYHBIX OBPEKICHUM, T.€. OHHU -

TaK Ha3bIBACMbIC ITOPOKH ITOPOKOB.

C Touku 3peHust atuonoruu Bee nepsuunbie BIIP paznenstor: 1) Ha HacneaCTBEHHBIE; 2) CPEOBBIE;

3) mHOTO(aKTOPHBIC; 4) TOPOKH HE YCTAHOBICHHON ATHOJIOTHH.

K nacnencrBennsiM otHOcAT BIIP, Bo3HUKaOImME B pe3ynbTaTe MyTaluil B IOJIOBBIX KJIETKax
poauTenel (raMeTuyecKue MyTalim) Uik 0ojee OTAAJCHHBIX MPEAKOB JIH00 B 3UT0OTE (3UTOTUYECKUE

MYyTaIum).

B rpynny cpenoBbix o0beannensl BIIP, 00ycioBieHHbIe BO3ICHCTBHEM TEPATOT€HHBIX (haKTOPOB
HETMOCPEICTBEHHO HAa YMOPHOH WX TUIOJ. DTO IPYIIA PEAKHX TTOPOKOB, B YACTHOCTH BPOXKICHHBIX

pacllentH Jula, X yAelbHbIN Bec cocTaBiisgeT He Oonee 5% Bcex BIIP uepenHo-nuueBoit obnactu.

[Topokamu mHOTO(aKTOPHON dTHONOrMK Ha3biBatOT BIIP, 00ycioBiIeHHBIE COBMECTHBIM
BO3JICHCTBHEM I'€HETUYECKUX U CPEJIOBBIX (DaKTOPOB, HU OJTHU U3 KOTOPHIX HE ObIBACT

CaMOCTOSITCIIbHOU HquHHOﬁ aHOMaJInu.



MuoxectBeHHble BIIP npunsTo noapaszaensite 1o 3THOIOTMYECKOMY MPUHLIMITY, [IOCKOJIBKY B

3aBHUCHUMOCTH OT MIPUUMHBI OHH (POPMHUPYIOT crielu (UUeCKUe CUHAPOMBI:
* XpOMOCOMHBIE;

* T'€HHbIE;

* 00yCIIOBJICHHBIE SMOPUONATHSIMU;

* HEYCTAaHOBJICHHOW 3THOJIOTUH;

* HEKJIACCHU(UITUPOBAHHBIE KOMITJIEKCHI MHOKECTBEHHBIX TTOPOKOB.

MexayHapoaHas paboyast rpyIna 3KCIepToB 110 BPOKIACHHBIM HapyIIEHUsIM Mop(doreHesa
PEKOMEHJIyET ONPEEIATh MOHATHE «CHHIPOM» KaK KOMIUIEKC HaTOr€HEeTUYECKH POACTBEHHBIX
BPOXKJICHHBIX aHOMAJIMI pa3BUTHSL, HE SBISIOIINXCS CIEICTBHEM OJJHON CEKBEHIIUU
(Tocne1oBaTeNIbHOCTH ) WM MOJIUTOIHOTO JieheKTa moist pa3BUTH (YIOPSA0YEHHOCTD U HepapXHs
OIpEeJIeTICHHBIX PETHOHOB SMOPHOHA B PAa3BUTHH).

B 3aBucuMocCTH OT MOCIIEI0BATEIFHOCTH BO3ZHUKHOBEHUS HapylieHuii Mmopgorenesa BITP
pazzensior: 1) Ha nepBuUYHbIE; 2) BTopryHbIe. [IepBUYHbBIE TOPOKK 00YCIOBIEHBI
HETOCPE/ICTBEHHBIM BO3/ICHCTBUEM MTOBPEXKIAIOMIETO (PaKTOpa (T€HETHYECKOr0, CPEAOBOr0 MIIN MX
codeTaHust). Bropndnbie mOpoKy BO3HUKAIOT KaK OCIOKHEHUE MIEPBUYHBIX TOBPEXICHNUH, T.€. OHHU -

TaK Ha3bIBaCMbIC ITOPOKU ITOPOKOB.

C toukwu 3peHus yTuonoruu Bee nepsuunbie BIIP paznenstor: 1) Ha HacnencTBeHHbIe; 2) CPe/lOBBIC;

3) mHOTO(MAKTOPHBIE; 4) TOPOKH HE YCTAHOBIEHHON STHOJIOTHH.

K nacnencreennbim otHocsT BITP, Bo3HUKaromMe B pe3ynbTaTe MyTalllid B MOJOBBIX KIETKaX
poauTenelt (raMeTHdecKrue MyTaIlui ) Wik 0oJiee OTIaJICHHBIX MPEIKOB JTHOO0 B 3UTOTE (3UTOTUYCCKHE

MYyTaIum).

B rpynmy cpenoBbix o0beauHeHb! BITP, 00ycioBneHHBIC BO3ACHCTBHEM TepaTOTeHHBIX (DAKTOPOB
HETOCPEICTBEHHO Ha YMOPHOH WX TUIOJ. DTO IPYIIA PEAKHX IOPOKOB, B YACTHOCTH BPOXKICHHBIX

pacuienH JHIa, UX YAENbHBIA Bec cocTaBisieT He Oosee 5% Bcex BIIP uepenno-nuieBoii o0nacT.

[Topokamu MHOTO(aKTOPHOM 3THOIOTHHU Ha3biBatoT BIIP, 00yciioBIeHHBIE COBMECTHBIM
BO3/ICHCTBHEM T'€HETHYECKHUX M CPEIOBBIX (PAaKTOPOB, HA OJJHH U3 KOTOPBIX HE ObIBaeT

CaMOCTOSITEIIbHOM HpPI‘-IPIHOfI aHOMaJINu.

MHuoxecTtBeHHbie BITP MNPHUHATO IMOAPA3ACIIATD 11O OTHOJIOTHMYCCKOMY IIPUHIIUITY, IIOCKOJIBKY B

3aBHCUMOCTH OT MPUYMUHBI OHU (POPMHUPYIOT CIIeHH (PUUECKHE CHHIPOMBI:
* XpPOMOCOMHBIE;

* T€HHBIE;

* 00yCIIOBJIEHHbIE SMOPUONATUSIMU;

* HEYCTaHOBJICHHOM 3THOJIOTUH;

° HCKJ'IaCCI/I(l)I/ILII/IpOBaHHBIe KOMIIJICKCbI MHOXXCCTBCHHBIX ITOPOKOB.



MexayHapoaHas paboyast rpyIina 3KCIepToB 110 BPOKAECHHBIM HapyLIeHUsIM MopdoreHesa
PEKOMEHIyeT OIPEEIATh IOHATHE «CUHPOM» KaK KOMIUIEKC IaTOr€HEeTUYECKH POACTBEHHbBIX
BPOXK/JICHHBIX aHOMAJIMI pa3BUTHSL, HE ABIISIOIUXCS CISICTBUEM OJHON CEKBEHLIUU
(mocne0BaTeNbHOCTH) WU MOJIUTOMHOTO AeeKTa mosis pa3BuTus (YnopsiA04eHHOCTh U HepapXusi
OIpENICTICHHBIX PETHOHOB AIMOPHOHA B Pa3BUTHH).

Hanpumep, cexBennus [Ibepa Po6eHa - cHuMITOMOKOMITIIEKC, BKIFOYAIOIIMN TpUaay IPU3HAKOB!
MHUKPOPETPOrHAaTHIO, HETIOIHYIO N30JMPOBAHHYIO paclienuHy HEOa, riocconTo3. ba3oBbie moHsATHS B

CHH/IPOMOJIOTUU BPOXKACHHBIX 1e()DEKTOB:

* BIIP - mop(donorndecknii WM aHaTOMUYECKHI JIe(heKT opraHa, 4acTH OpraHa Wiu 00JIacTu Tela B
pe3ynabpTaTe reHeTUYECKH (MIJIM OHTOTEHETHUYECKH ) IETEPMUHUPOBAHHOTO HAPYIIICHUS

SMOPHOHATIBLHOM T PEepeHIIUPOBKH;

* ouspynyus - MOp(QOIOTUIESCKUN UITH aHATOMUYECKUH 1eeKT oprana, 4acTu oprana Jimoo odjacTu

TCJla B pE3yJIbTaTC BHCHIHECPCIOBOI'O BO3JICHCTBHUS Ha pa3BUTUC 3M6pI/IOHa WM 1joaa,

* Odeghopmayus - aHaATOMUUECKOE HapyleHue (GopMbl UM MOJIOKEHUS OpraHa MO0 YacTH Tela B
pe3ynbTaTe BHEIIHUX, Yallle MEXaHMYECKHUX, BO3HCTBUI Ha U101 0€3 HapyIeHUH YMOPHOHATBHOM

mddepeHInpoBKY;

* Oucnnazus - MOphorornyeckuii 1eeKT KIETOK WIN TKAaHEBBIX CTPYKTYp B pe3yabTare
TeHETUYECKH (MM OHTOTCHETUYECKH ) IETEPMUHUPOBAHHOTO HAPYIICHUS U HEPEHIINPOBKH KIIETOK

JIM00 TKAHEH.

BIIP mMoryT OBITh M30TMPOBAHHBIMHU H MHOKECTBEHHBIMH. YeM T1037Ke CPOK BO3HUKHOBEHHS TTOPOKA,
TeM 0OJIbIlIe BEPOATHOCTD, YTO BCJIE]l 32 HUM HE BO3HUKHYT ITaTOT€HETHYECKHU CBSI3aHHbBIE C HUM
ne(eKThI PSIOM PACIOI0KEHHBIX SMOPHOHAIBHBIX CTPYKTYP - TAK BOZHUKAIOT U30JIMPOBAHHbIE

BPOKACHHBIE TOPOKU PA3BUTHSL.

Ecnu ke nedexT nosBiusieTcs Ha paHHUX CPOKax IMOpHOreHes3a, TO BEPOSITHOCTh BOBIICUCHHSI PSIIOM
PaCHONOKEHHBIX CTPYKTYP AOCTATOYHO BBICOKA - TAK BO3HUKAET KACKal MHOKECTBEHHBIX

BPOXKJIEHHBIX TOPOKOB PA3BUTHS UM CEKBEHIIMS (TTociieioBaTesibHoCTh) BITP.

BIIP xapakTepu3yoTcsi KTHHHYECKUM MOTUMOP(GHU3MOM (CTETIeHb BBIPAKEHHOCTH ITOPOKA Pa3BUTHS
- OKCIIPECCUBHOCTHIO, MOIHOTON cuMnTOoMaTHKM). BIIP B cBoeM KIMHMYECKOM MPOSBIEHUU MOT'YT
OBbITb MUHHMAJIBHBIMHU (pa3BOCHHE S3bIYKA) U MAKCHUMAIBHO (He3apalieHne HEOa) BEIpaKEHHBIMHU.
MHOKeCTBEHHbIE IOPOKU PA3BUTHUS MOT'YT IPOSIBIATHCS B MUHMMAJIbHOM KJIMHUYECKOM BApUAHTE.
Tak, HanpuMep, CeKBEHIIHUS TOJIONPO3dHIEPATUN B CBOEM HanOoIIee TSHKEIIOM BapHaHTe
XapakTepU3yeTcsl BPOKAECHHBIM TOPOKOM Pa3BUTHS MOTYLIAPUNA FOJOBHOTO MO3ra U aHOMAJIUSIMU
Juna (OTCYTCTBHE HOCOBBIX CTPYKTYP, TUIIOTEIOPU3M, MPEMAKCUIUIIPHAs areHe3us C He3apallleHueM
r'yObI U aJIbBEOJISIPHOI'O OTPOCTKA BEPXHEH 4emtocTH). B MUHUMAaIbHOM KITMHHYECKOM BapUaHTE 3TOT

MOPOK XapaKTCPU3YCTCsA COYCTAHHUEM IT'MIIOTCIIOpHU3Ma C CAMHCTBCHHBIM PE3LIOM BCpXHCﬁ YCIIOCTH.

ﬂegbopjvzauuu HanO0JIee YacTO BO3HUKAIOT B HOBI[HI/Iﬁ HJ'IOI[HLIﬁ nepuoa B pe3yJjibTaTe BOBHCfICTBI/IH

TPEX OCHOBHBIX NPHUYXH U IIpEApaCIIOoIararommnx (I)aKTOpOBZ
* MCXaHHUYCCKUX HOBpC)K,I[CHHﬁ;

¢ BPOXACHHBIX ITIOPOKOB Pa3BUTHA,



* (hyHKIIMOHATBHBIX HAPYIICHUH.

Mexannyeckue npuiauHbI AedopMaiuii Handosee YacThl U BO3HUKAIOT Ha (POHE TMITOKMHE3NH TUI0AA.
VY Y/3HOBOPOKEHHBIX OTMEYAIOTCs ABE AeopMariuu u 6oiee. ITa CEKBEHIUS
(TocIIe10BaTEIbHOCTD ) BPOXKIACHHBIX JIe(hOpMaIliii XOPOIIO HILUTFOCTPUPYETCS TPUMEPOM, KOTraa
PUTHUIHOCTh MAaTKH CIYXKUT MPUIMHON BOSHUKHOBEHUS TpexX nedopMaliuii - miuaruomnedanumu,

ACUMMCTPUHU HUKHEH YEIIOCTH U KOCOIAIIOCTH Y HOBOPOXKJACHHOI'O.

OYHKIMOHATBHBIE TPUUUHBI JeGOpPMAIIHi BKITIOYAIOT Pa3IndHble (POPMBI BPOKIACHHON THITOTOHUH
HOBOPOKICHHBIX U HEUPOMBILLIEUHBIE TUIIBI apTpOrpumno3a. BpoxaeHHas THIIOTOHUSI, HAIPUMED,
MOXKET COUYETAThCSI C MUKPOTHATUEN, MUKPOTJIOCCUEH, BRICTYNAIOIMMU JaTepajibHbIMU IIBAMHU
TBEpAOro HEOA, aHOMAILHBIMH CTHOATEIBHBIME CKJIAJIKAMHU KUCTH U CTOIIBI, TUIOCKOBAIBI'YCHBIMHU

CTOIAMH U JPYTUMH Je(POpMAIUSIMU.

Jluzpynyuu BO3HUKAIOT B PE3YJIbTATE BO3ACUCTBUS PA3IMYHBIX MIPUYHH: COCYIUCTHIE (DaKTOPHI,
aHOKCHSA, MHPEKIINH, paHaIlysl, TEpaTOreHbl, AMHIOTHYECKHE TSKH, MEXaHUYECKUE (PaKTOPHI U
JMCTUIACTHYECKUE TIOpaKEeHUs. THIT U TSHKECTh AU3PYIIINH 3aBUCST OT CpOoKa OEpEeMEHHOCTH,
JIOKAJTU3alliy BO3ICUCTBUS U CTETICHN TOBPEXKICHUS TKaHeH. Yare Bcero qu3pyniuy BOSHUKAIOT B
TeYeHWe TUIOHOTO Ieproaa. Hampumep, aMHHOTHYECKHE TSKH PAaHHETO CPOKa OEpEMEHHOCTH MOTYT
BBI3BIBATh aHYHIEAINIO, He3apalieHue ryosl U HEOa, peayKIIMOHHbBIE 1e()eKThl KOHEYHOCTEH.
Koncraranus y pebeHka BpoXXI€HHOTO JIeeKTa Pa3BUTHS CTABUT Mepe]l KIMHUIFCTOM CIIEAYIOIINe

BOITPOCHI.

1. K xakomMy TUITy TaTOJIOTHU OTHOCHUTCS JaHHBIA NeeKT (BpOKISHHBIN TOPOK Pa3BUTHSA,

T3Py, nedopMaIus WIn JUCTUIa3ns)?

2. HackonpKo 9acTo ¢ 3TUM BPOXKIACHHBIM 1e(h)eKTOM BCTPEYAFOTCS COUYCTAHUS IPYTHX BPOXKICHHBIX

ne(eKkToB 1 KIMHUYECKHU ellle He IPOsIBUBINNECS 3a001eBaHus ?

3. C kakol 4acTOTOM JaHHBINA BPOXKICHHBIN Te(heKT ObIBACT CUMITOMOM CHHIPOMAJILHON

aTOJIOrUu?
4. T1pu kKakuX CHHIPOMAax HanOoJIee YacTO BCTPEUACTCS NaHHBINA JePEeKT pa3BUTHS?
OTBeTHI HA 3TU BOIMPOCHI - TICPBHIN TUArHOCTHYECKUN ITAll MPAKTUICCKON paObOThl KIMHHITKCTA.

5.3. Anomanuu 3Y60‘-ICJ'IIOCTHOFO aliaparta u qepCHHO-HHHGBOﬁ 00J1acTH B COCTaBe XPOMOCOMHBIX

oose3Hei

YenrocTHO-THLIEBBIC AU3MOP(HUH IPU XPOMOCOMHBIX OOJIE3HSX OUeHb Pa3HOOOPa3HbI: e opMarus
yeperna, Opaxuiedanus, II0CKOe JHII0, THITOIUIa3usl CPeTHEeH YacTH JIUIIA, 3aaBIlee MePeHOCke,
BBICTYMAIOIIEE HAANEPEHOChE, TUIIEPTEIOPU3M, KOCOIIIa3ue, MOHTOJIOUAHBIN pa3pe3 IIa3HbIX IIeTei,
SMHUKAHTYC, T'YCThIE IIUPOKUE OPOBH, CHHOPPHU3, HU3KO PACIIOIOKEHHBIE U 1e()OPMHUPOBAHHBIE
YIIHBIE PAKOBUHBI, KIIFOBOBUAHBIH HOC, MUKPOT€HHUS, MAKPOCTOMHUS, «PBIOHIN» POT, pacilenHa ryobl

nu Hé6a, Makporjioccus, CKJ'Ia,ZU-IaTBII\/'I SA3BIK U 1IP.

Pacmiennnaet ryObl u HEOA HecnienuDUUHBI 17151 KAKOT0-JIM00 OJTHOTO XPOMOCOMHOTO cuHApoMa. OHu
BosHMKaIOT 1pu 50% xpomocomubix anomanuii (1; 3;4;5;7; 10; 11; 13; 14; 18; 21 u X), kak npu

YHCIIOBBIX, TaK U MPU CTPYKTYpHBIX. Hanmpumep, npu cunapome Jlayna paciienrta ryosl 1 HEOaA -



HETIOCTOSIHHBIN MMPU3HAK, HO YacTOTa BO3HUKHOBEHUS PACIIEIMHBI I'yObl U HEOA TIPY CHHJIPOME

Hayna B 10 pa3 npeBbIIIaeT 3Ty 4aCTOTY B OOIIEH MOMYJISALHUH.

O6miee 1t BceX GopM XpOMOCOMHBIX 00JIe3HEH - MHOYKECTBEHHOCTD TTOPAXKEHUSI, BKITFOUAs

AHOMAJIMK YePErHO-IUIIEBON 00J1acTH, 0000IIEHHBIE XapaKTePUCTUKH KOTOPBIX MPEICTABICHBI B

Tabm. 1.
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1. Dtronorus, naToreHes, KiaccuGuKaIuys 3y00UeTIOCTHBIX aHOMAJTHM.

2. DTuonorus, naroreHes, kinaccudukanus BITP uepernHo-numeBoii odiacTy.

3. CToMaToIIOrnuecKue MpOosIBICHUS XPOMOCOMHBIX 00JIe3HEH.

Tabnuma 1. YepenmHo-JIMIIeBBIE TOPAKEHHS B COCTABE XPOMOCOMHBIX O0Ne3Hen

HapoM [larayhexTsl koku B o0nac

To0oMa paiy’)KHOI 000JIOUYK

3BaHHE JIACTH MTOPAXKCHHUS
HIpoMa per, [THC a3a [T 110
. \KPOTJIOCCHSI,
DHIOJIOMIHBIN pa3pes rias, .
fepeHHast 3KO MOCAKEHBI, DrpaUIeCKuii A3bIK,
ncomus 21, haOM3M, DITUKAHT, IIATHUCTA.
Kporedanus, MmIoCKui [TOJTHUTENBHBIE CKJIAJIKU HADCKOE JINIIO, YIUIOICHHAs
HpoM JlayHa| my>kKHasi 000J104Ka (TIsATHA N
"BUTOK, TP POTHHYKA (buba) DXHEM 3aBUTKE DEeHOCHIIA, JUTMHHBIH
- ! JIBTP, MAaJIEHBKUI pOT
rcomust 18, Kas IJ1a3Has 1eb, 11T03,
HKpoLedanus, 3KO ITOCAXKEHBI, TOPOKU .
HIIPOM . KpoTanbMusl, MOMYTHEHHE) UICHBKUI POT, MUKPOTHAT
CTYIAIOLINH 3aTHUIOK BBUTHS
[Bapica FOBHIIBI
HKporehamus HKpO(TaTbMUS .
Kport q)u > pod i CILIeNTMHA TYOBI U HEDA,
rcoMust 13, pPIICHHBIN 3aTHIIOK, [IOTEIOPU3M, LIUKIOMNHSA, 3KO ITOCAXKEHBI, TOPOKU

BBUTHUA

yrue anuanbHble

p-)

CILIETHBI
bJIa yeperna M 3aThUIKACIUIa3HUsl CETYaTKH
[HIPOM .
oM 10 MKporedanys, [THMOHT OJIOUITHBII pa3pes, [3KO PacloNoKeHHbIE, [ILIEHHbIE YTOJIKH PTa, HO
| oricony medCTYIAOmHe J00HBIE YOOKO ITOCaKEHHBIE T71a3a, [OIBIPEHHBIC, HEAOPA3BUTHAKTEPHBIM OKPYIJIBIM
[ Y CTH [IKaHT, KOCOTJIa3He HBIX PaKOBHH HYMKOM, apKOBUIHOE HED
OMOCOMBI 9
(hopMHpOBaHHbBIE, HIU3KO
[HIPOM .
hha- (EPEHHO BBIpaKEHHAS CIIOJIOYKECHHBIE, IOBOBHIHBIN HOC,
puxopHa (4 Kkpouedanus DTUKAJIbHBIE CKIAIKH KOXKHCTYIAIOIIasi HepeHOCHIIa
pIixop f Epely YIIHBIX PAKOBHH
[HIPOM J3KO pacnonoXeHHbIe,
'MKaHT, QaHTHMOHT OJIOUTHBI}] HOOOpa3zHoe
TIaYbero KPUPKpoIiedais orna neopMupoBaHHEIE
Bpe3 riia3, KOCoryiazue IMMETPUIHOE

HBIC PAKOBHUHBI

Oxonuanue maoa. 1

sBanpe  PIACTh ITOPAXKEHUS
HApoMa  perr, ITHC a3a 17 10
[MKaHT, aHTIMOHT OJIOW/THBI CYyTCTBHE HOCOBOH BBIPE3KH (J1
, 3KO PACTIONIOKEHHBIE
[HAPOM Bpe3 T71a3, MUKpO(TaIbMus] TOCPEICTBEHHO MEPEXOINUT B
TKporedais bopMupoBaHHEIE yITHBIE
10emm (1347 oria aHO(TAIEMUS, OB C), IpOKas CIMHKA HOCa,
Cormasme, KarapakTa KOBHJIHOE HEOO
[HAPOM N
azepa pett €0 CAABICHHOM MHIATICBUIHBINA pa3pes ria. YIIEHHBIE YTIIBI PTa
» - . <
p KOB JIOOHO# YacThIO pasp YHIRLP
TITH
[HAPOM OT'€HUsI, MAaKpPOCTOMHSI, OOMIbIII]
MKpoOpaxuiedanys [corazne
[TeIbMaHHg PK3YOHBIE MPOMEXYTKH
MMMETPHs], BBICTYNAIOMINN JI0(
TOIIBIPEHHBIE, C ThI, Yhatort
p3angHas [POKast CIMHKA HOCA, BEIBEPHYT|
AKpouedams cornasue CTYIAIOIINM MPOTHBO-
icoMust 8 TKOM HsIst Ty0a, TUTIEPTENIOPH3M,
KpOTHaTHsl, apKOBHHOE HEOO,




CIIe/IMHBI HEOA

i 03, TUIIEPTENOPU3M,
[HIpOM 3KO PacloioKEHHEIE, MKPOTHATHS, PACIIENINHA S3bIUK
MKpouedais [IKaHT, KPYITHBIE

ey 22q] IbIIIVE 1 HEOA
CTYyIaloIIKe raasa

pTUKATBHBIE OOPO3IKU HA
Inporiedans, sodTambM UKaxX yxa WM HeOOJbIIne
CTYIAIONIH 3aTHLUIQ ITyJIyHHBIC BJIaBJICHUS Ha
THEH MOBEPXHOCTH 3aBHUTKA|

[HIpOM
KBUTA-
JIeMaHHa

IKPOIJI0CCHSI, aHOMAJIUU TIPUKY]|
TIOTIIAa3Usl BEpXHEH U HIDKHEH
TFOCTH)

3ansatue 4. 3YBOUYEJ/IIOCTHBIE AHOMAJIUU B
COCTABE MOHOI'EHHBIX CHHAPOMOB

[{ens 3aHATHSA: 03HAKOMHTH CTY/ICHTOB M HAYYHTH
BBIJICIISITH MOHOT€HHBIE (DOPMBI 3yO0UETIOCTHBIX aHOMATUH

U CUHJIPOMOB C pacllieJIMHaMu ryobl U HEOA.
CTyZIeHT NOJIKEH 3HATH

1. Yacto BCTPCHAOITUCCS MOHOI'CHHBIC CUHAPOMBI C

pPa3IMYHOM MaTOJIOTHEHN 3y0O0UYETIOCTHBIX aHOMAJIUH.

2. YacTo BCTPCHAOITUCCS MOHOI'CHHBIC CUHAPOMBI C

pacienrnHaMu TyObl u(uim) HEODA.
CTyIeHT N0JKEH YMETh

1. 3amo03puTh MOHOT€HHOE 3a00JIEBaHUE U pa3padbOTaTh

TaKTUKY BEJICHUS OOJILHOTO.

2. Vlcrioip30BaTh TE€HEATIOTMYECKA METOT B OIICHKE
MOHOTE€HHBIX CHHJPOMOB 3y00YEIIOCTHBIX aHOMAIUN H

YEJIFOCTHO-JIUIIEBOU 00JIACTH.

3. ChopMupoBaTh IpyIIry prcKa 110 3y0O0UYSIIOCTHBIM

AHOMAJITUSIM MOHOTE€HHOU TIPUPOIbI.



6. AHOMAJIMU 3YBOB B COCTABE MOHOI'EHHBIX
CHUHJIPOMOB

AHOMaJIMM pa3BUTHA 3yOOUEIFOCTHOIO ammapara 4acTo

OBIBAIOT OJHUM U3 MIPOSIBIICHU MOHOT€HHBIX CHHIPOMOB C
ayTOCOMHO-JOMHHAHTHBIM, ayTOCOMHO-PEIIECCUBHBIM U X-
CUEIJIEHHBIM THUIIOM HaclienoBanua. Kak u MHOTHE JpyTHe,

ATHU 3a00JI€BAHUS KIIMHUYECKHU IIIMPOKO BapuaOeIbHBI.

JI1s1 1eTaabHOTO O3HAKOMJIEHHS C OTUMHU CUHJIPOMaMHU
MO>KHO BOCIIOJIB30BaTHLCS IIOCTOSIHHO OOHOBJISIOIIEICS
AIEKTpOHHOM 0a30it gaHHBIX (OMIM) «MenaeneBckoe
HacJieJOBaHUE y YyeoBeKa». B Hel i1 ka0l 00J1e3HH
CYMMHUPOBaHbI KIMHUYECKHUE U MOJICKYJISIPHO-
IreHETUYECKUE JJaHHbIE (KapTUPOBaHUE, UACHTU QUKL
reHa, MPaKTUYECKUEe BO3MOXKHOCTH M'eHOJUArHOCTUKH).
OMIM Haxoautcs B HanmoHaibHOM LIEHTpE
ouotexHonorudyeckoit nnpopmaruu CIIIA. Ee agpec B
NutepHere: www.ncbi.nlm.

nih.gov/omim. {5 noucka HeoOxoauMon nHGOpMaIuu
BBOJIUTCS OJIHO MJIM HECKOJIBKO KJIFOUEBBIX CJIOB B
TekcToBOM OJsioke. Kaxk1oe 3a00JieBaHNE U T€H UMEIOT CBOM
mectu3HayHblil HoMep (MIM-kon), B KOTOPOM MEPBOE
4HCJIO O3HAYAET TUII HACJIeJOBaHMs. DJIEKTpOHHAs 0a3a
nanHbIXx OMIM oTKpbITa JJ1 00IIET0 NOJIb30BaHMS,
MIOATOMY 3aMHTEPECOBAHHBIE CTICIMATUCTHI UMEIOT

BO3MO’KHOCTh 00pallaThCs K HEH 3a TOMOIIBIO B



MIOCTAHOBKE JMArHO3a U MOJYYECHUU OTBETOB HA
NIEPCOHAIBHBIE BOIIPOCHI.

B nanHOM paszgeiie mpeacTaBiIeHbl IPUMEPBI HEKOTOPHIX
MOHOTE€HHBIX CHHJIPOMOB, OJTHO U3 MPOSBJIECHUN KOTOPHIX -

3yOO0UEeIIOCTHBIC aHOMAJIHH.

6.1. MOHOTEHHBIE CUHIPOMBI, ACCOLUMPOBAHHBIE C

AaHOMAJIMSIMU BEJIMYMHBI U (POPMBI 3y00B

AHOMaIMU BEJTMYUHBI 3y00B - MAKpPO- U MUKPOJCHTHS,
TaypOAOHTH3M («ObIYUid 3y0») BCTPEUAOTCS B COCTaBE
pa3HOOOPa3HBIX MOHOTEHHBIX 3a00JICBAHNU,
HACJICAYIOIIUXCS IO ayTOCOMHO-PEIIECCUBHOMY,
ayTOCOMHO-IOMUHAHTHOMY U X-CLUEIUIEHHOMY TUITY. B
KaueCTBE MPUMEPOB MPUBECHBI (PEHOTUITUUECKUE

XaPAKTEPUCTUKHA HEKOTOPBIX U3 HUX.

KBG-cunapom. Tun HacieqoBaHus - ayTOCOMHO-
noMuHaHTHBEIN. B OMIM Ne 148050. CooTHol1ienue
MOPaKEHHBIX UHIWBHUIOB MY>KCKOTO U KEHCKOTO I10JIa

cocraBiseT 5:2 (puc. 6-1).

OCHOBHBIE TTPU3HAKU CUHAPOMA: HU3KUM POCT,
XapaKTEepHOE JIUII0, YMCTBEHHAsI OTCTAJIOCTD,
MUKpoledanus, B 1eTCTBE OKpyrias (opma Juia,
JUIMHHBIA (QUABTP (PacCTOSHUE OT HUXKHEM HOCOBOM TOUYKH
710 KpaCHOM KailMbl BEpXHEH I'yObl), O0JIbIIME

OTTOIIBIPCHHBIC YIIH, T'MIICPTCIIOPHU3M, TCIICKAHT,



TAIIOINIACTUYHBIC, OTKPBITBIC BIICPCI HO3APHU, PA3TUIHBIC

CKEJICTHBIE aHOMAJIMU, KU(PO3, AaHOMAIIUN KUCTEN

(MaJleHbKHE KUCTH, KJIIMHO-, CHHAAKTUJINS U JIp.).




Puc. 6-1. KBG-cuaapom. I'uneprenopusm, SIUKAHT,

60.HBI_HI/IG, OTTOIIBIPCHHBIC YIIIN, MAKPOAOHTHA

Tunuynbeie 1 00s13aTENIbHBIC TPU3HAKU JAHHOTO
3a00JIEBaHUS - CTOMATOJIOTHYECKUE

POSIBIICHUS: MAKPOOEeHmMUs (KPYNHble 8ePXHUE
YeHmpaibHble pe3ybvl), CIUSHUE Pe3Y08, UH020d

ONIU200CHIMUAL.

Cungapom Kosna. Tun HaciiejoBaHUsI ayTOCOMHO-
penieccuBHbIii. B OMIM Ne 216550. 3abosieBanue
ob0ycnoBineHno myramueit B rene COHL, nokann3oBaHHOM B
obsactu 8q22-q23. Yame, 4eM B APYrux NOMYJISALUIX,
CUHJIPOM BBISBIISIETCS Y €BpECB-allIKeHa3u U B OUHISTHIUN
(puc. 6-2).

XapaktepHble (DEHOTUIMMYECKUE MPU3HAKU CUHIpOMA:
MBIIIIEYHAs TUTIOTOHUS, O KUPEHUE, MUKpoLiedaus,
AHTUMOHTOJIOUIHBIN pa3pes3 a3, MUOIINS, HHOT 1A
yacTUYHas aTpoQus 3pUTEIIbHBIX HEPBOB, CTPAOU3M.
Kuctu pyk y3kue ¢ JJIMHHBIMUA TOHKMMU NaJIbIlaMU U
YKOPOYEHHBIMU METAKAPTIAIBHBIMA U METATAP3aJIbHBIMU
KOCTAMH. 11 CHHApPOMA XapaKkTepHA YMCTBEHHAS

OTCTAaJIOCTh.
CromaTonorndeckue nposiBICHUSI CHHIPOMA: 2UNONIA3USL 8ePXHELl YeTt0CTU,
MUKPOSHAMUSL, NPUOMKPLIMbLL POM, 8bICOKOE Y3K0e HEOO, 8bicmYynarowue 6nepeo

KpYNHble YeHmpaibHble Pe3ybl.

Cunnpom Kodduna-Jloypu. Tun nacinenoBanus X-ClEIUICHHBINH JOMUHAHTHBINA. [ eH
JIOKaIM30BaH B paiione Xp22.2-p22.1. B OMIM Ne 303600 (puc. 6-3).



MunuManbHbBIE JUAarHOCTUYCCKHUEC ITPU3HAKU: aHTHMOHFOHOHﬂHBIﬁ pas3pes rias,

JYKOBHUIIEOOPA3HBIA HOC, HU3KUW POCT, KOHYCOBU/IHBIE MAJIbIbl, yMCTBEHHAs! OTCTAJIOCTb.

Puc. 6-2. Cunapom Kosna



Puc. 6-3. Cunapom Kodpduna-Jloypu

XapaKTepHBI MHOKCCTBCHHBLIC ITIPU3HAKU MTATOJIOTUH COGI[HHHTGHBHOﬁ TKaHH U CKCJICTA.
FI/IHCpMO6I/IJ'II>HOCTB CyCTaBOB KHUCTEH U CTOII, I[e(i)OpMaLII/ISI pr,I[HOﬁ KJIICTKHU, CKOJIMO3,

MBIIIICYHAasA I'MIIOTOHMA.

Crieruduaeckre 4epenHo-JIMIEBbIe MPU3HAKU: MUKpOLedains, BEICTYIAIOIINEe
HaI0pOBHBIE AYTH, TUIIEPTEIIOPU3M, aHTUMOHTOJIONIHBIN Pa3pes3 ri1a3, OTKPHITHIE BIEPE]

HO3/IpH, UTUPOKAsi CIIMHKA HOCA, OTTONBIPEHHBIE YIIIN, OOJBIION IPUOTKPHITHIA POT.



TunuyHbple NpU3HAKU CUHAPOMA - 3yOOUEIIOCTHBIE aHOMAIIUU: Y3K0e, 8blCOKOE HEDO,
eunoodenmusl, HapyuleHue npuxycd, WupoKo paccmasientvle 3yovl, 601buLUe CPeOUHHble

pe3yvl (MaKpooenmusi).

Cunnapom Purepa, Tun 2. Tumn HacneqoBaHUsS ayTOCOMHO-TOMUHAHTHBIN. ['eH
nokanu3oBaH B ooiactu 13q14. B OMIM Ne 601499 (puc. 6-4).

deHoTUnUYEeCKrue NPU3HAKKA CUHAPOMA: aHOMAJIMK Pa3BUTHUSA IJ1a3 (IJ1ayKoMa,
MUKpPOKOpHEA, AUCIIA3Us PAAYKKU, TUIIEPTEI0OPU3M, SIUKAHT), BPOKACHHbBIE TTIOPOKU

CepAla, aTpe3us aHyca, MyINOYHbIE TPBIKH, TUIIOCHAANS], KpUIITOPXU3M.

CToMaToIOTHYeCcKHe MPOSBICHUSI CHHIAPOMA: SUNONIA3USA BEPXHEll U HUIICHET YetoCmi,
anomanuu 3y008 8 uoe MUKpOOeHmuu, 2un00OHMUU, KOHUYECKAas opma 3y0HbIX
KOpOHOK. DKTOJIEpMaIbHAS TUCTUIA3Usl, aHTUIPOTHYECKas. T Ul HaclieJoBaHUs
aytocoMHo-perieccuBHbIi. ['enst EDAR 1 EDARADD nokanuzoBansl B paitonax 1q42.2-
q43 u2ql1- q13. BOMIM Ne 129490, 224900 (puc. 6-5).

deHOTUIHYECKUE PU3HAKY CHHIPOMA: TUTIOTUAPO3, AaHTHIPO3, THIIOTPUXO3.
CToMaToIOTHYEeCKHE MPOSIBICHHUS] CHHIPOMA: 3YOHble AHOMAIUY 6 8UOe SUNOOeHMULU,

AHOOeHmMUU, MUKPOOECHMUU.

ATkuHa cuaapom. Tum HaciaeaoBaHUs X-CLETUICHHBIN JOMUHAHTHBIN. ['eH He
unentuduimporan. B OMIM Ne 300431.

XapakTepu3yeTcss HU3KUM POCTOM, OKUPEHUEM, Makpoliedanuei, MaKpoOpXUuanu3MOoM,
CKOJINO30M, Jedopmarireil KoJIeHHbIX CyCTaBOB, YKOPOUEHUEM KUCTEH U CTOTI,

YMCTBGHHOﬁ OTCTAJIOCTBIO, CYyAOPOTraMU.

CromaTonornyeckue IposIBICHUS: pACXoi#cOeHUe YeHMPATIbHBLX Pe3Y08, MUKPOOEHMUSL.

Puc. 6-4. Cungpom Purepa



Puc. 6-5. DxronepmanbHas AUCIUIa3us 1, aHTHAPOTHUYECKAS: a - PEIKUE BOJIOCHI, OPOBH,

PCCHUIIBI; 0 - onuro- u MUKPOACHTHUA, B - pPCHTICHOI'PaMMa
6.2. MoHOIr¢HHEBIE CHUHAPOMBI, aCCOLITMUPOBAHHBIC C AHOMAJINAMHA KOJINYCCTBA BY6OB

AHoMannu KOJIu4ecTBa BY6OB BKJIIOYAIOT KaK MCHBIICC (aFeHCBI/IH, OJIMro-, ruro-,
aZ[eHTI/I}I), TakK W OOJIbIIICe (I‘ HUIICPACHTHA BPOXKIACHHAA, CUH-, IIOJIMOACHTHUA,
CBCPXKOMILICKTHBIC BY6BI) KOJIN4YCCTBO 3Y6OB I10 CPAaBHCHHIO C HOpMOfI. B Hacrosiee
BpCMs U3BCCTHO O 3HAYUTCIIBHOM KOJIMYCCTBC HACIICACTBCHHBIX 3360J’I€BaHI/II71,
BKIIIOYAOIIKNX aHOMAJIMK KOJIMYCCTBA 3Y6OB. B xauecTBe IMPpUMCPOB IPUBOIAATCA

(beHOTI/IHI/I‘{eCKPIe XapaKTCPHUCTUKN HCKOTOPLIX U3 HUX.

KueiinokpanuanpHas nuciuia3us (4epernHo-KIIYUYHbIA TU30CTO3, CHHAPOM
[Ileitrxayspa-Mapu-Centona). Tun HacienoBaHusl ayTOCOMHO-IOMUHAHTHBIN. ['eH
JoKanu30BaH B paiione 6p21. B OMIM Ne 119600 (puc. 6-6).

denorur 3a00seBanusi GOPMUPYETCS y TETEPO3UTOT. [ OMOZUTOTHOCTH IO ATOM MyTalluu

JICTAJIbHA.



OcHoBHbIE TTPU3HAKHU 3a00JI€BaHUS: KOMIUJIEKC MHOXKECTBEHHBIX aHOMAIIUN Pa3BUTHS,
COIPOBOKIAIOIINXCSA IYXO0TOM, YepenHO-TUIEBBIMA aHOMANUSIMU (Opaxunedanus ¢
BBICTYAIOIIUMHU JIOOHOM, 3aTHUIOYHOM ¥ TEMEHHOM KOCTSIMU, MO3/IHEE 3aKPHITHE
POJHUYKOB U YEPETHBIX IIIBOB, TTO3HEE MJIM HETIOJHOE PA3BUTHE MPHUAATOYHBIX Ma3yx
HOCa, YTOJIIIEHUE CBOJIa Yepera, 3anasiias epeHoCcHuIla, TUIepTeIoOpu3M), CKeIIETHBIMU
HapyIICHUSIMU B BUJE TUIIO- U allJIa3UM KIIOYHI], CKOJIN03a, TUIOTUIa3UH U arljla3uu
JI0OHOTO CHHYCA U JIp.

3y004eNnOCTHBIE AaHOMAIIUU: 3A0EPHCKA NPOPE3bIBAHUSL MOTOYHBIX U NOCHOAHHBIX 3)008,
ceepxKomnieKkmuvle 3y0bl, 0edhopmayusi KOpHel, MHOMCECMBEHHbI Kapuec, 2UNonid3usl

amanu, Y3Koe 6blCOKoe Hébo.

Puc. 6-6. KneitnokpanuanbHas AUCIUIa3us: a; O - TUIIOTUIA3HUs KIIFOYUHIL; B -

pEHTTeHOTrpaMMa 3y00UeIIOCTHON 001acTH, 00111ee KOJIM4eCcTBO 3y0oB cBhiie 50
Poro-nume-nanbuesoit cunapom 1 (oral-facial-digital syndrome 1, OFD1).

Tun nHacienoBanust X-cuemieHasiii fomuHanTHeIA. ['en CXORFS, nokanuzosan B
Xp22.3-p22.2. B OMIM Ne 311200.

XapakTepusyercs MOpoKaMH pa3BUTHUS JIMLA, TIOJIOCTH PTa (CPeOUHHAs pacujenund
gepxHetl 2y0Ovl, pacujenuna Héoa, gpicokoe néoo, eamapmoma Asviuka u ap.). [IpumepHo B
40% cmydaeB OTMEYAIOTCS MPU3HAKY OPAKEHUSI LIECHTPAJIbHOW HEPBHOM CHUCTEMBI
(YMCTBEHHast OTCTAJIOCTh, areHEe3Us] MO30JIUCTOTO Tea, THApoLedanus, CyJOpOrH,

ramMapToma rurnorajgamyca H 1p.), majableB (KJIMHO-, CHH-, OpaxXuIaKTHIIHS).



Anomannu 3y60B BBIPAKAIOTCA B omcymcmeuu 1amepailbHsblX pe3yoes, cUunoniasuu

IMANU, CEEPXKOMNAEKMHBIX 3Y0aX, pAHHEeM PACHPOCMPAHEHHOM Kapuece.
6.3. MOHOT€HHBIE CHHIPOMBI, ACCOLIMMPOBAHHBIE C AaHOMAJIUSIMU CTPYKTYpPbI 3yO0OB

Opna 13 HanboJiee N3BECTHBIX (POPM T€HETUUYECKOM MaTOJIOTHH, COMTPOBOKIAIOIIASICS
AHOMAJIUSIMU CTPYKTYpPBI 3yOOB, - HECOBEPILIEHHBIH TEHTUHOTEHES, T.€. HApYyLLIEHUS
(dbopmupoBanus AeHTHHA. HecoBepilIeHHbII JEHTUHOT€HE3 BCTPEYAECTCS B TOMYJISILIU C
yactotoi mpumepHo 1:8000. Dta dpopma maTomoruu yaiie BCEro CBs3aHa C MyTaluei B
JEHTUHCHAJIONPOTEUHOBOM I'€HE, pacnoyiokeHHOM B 4q21. [IpoaykT rena - qeHTuH,
crienupuaecKkuit MaTpUYHBIN O€NOK, COCTOSIINI U3 neHTuHcuanonporenda (DSP) u
nentuHocdomnporenna (DFP).

Hpyras HacneacTBeHHasi GopMa MaTOJOTUU CTPYKTYPbI 3yOOB - HECOBEPILIEHHBIH

ameJIoreHes, T.e. HapyleHus! pOPMHUPOBAHUS SMAIIH.

JledexTsl 3yOHOM AMay BEISBIAIOTCS OoJiee yeM mpu 140 HacIeaCTBEHHBIX
3a00JI€BaHUSIX U CUHJIPOMAaX, COOTBETCTBYIOIIUX MEHCICBCKOMY XapaKTepy
HacJIeJOBaHUS.

Huxe npuBoasTcs onucanus HauOoJiee THMTUYHBIX MOHOTEHHBIX CUHIPOMOB,
IPOSIBIISIOIINXCS B AaHOMAJIUSAX CTPYKTYpbI 3y00B, a TAK)Ke B BIJ/I€ HECOBEPILIEHHOTO

JCHTHHO- U aMCJIOI'CHEC3Aa.

Octeonuctpodus Onbpaiita, nceBaorunonapatTupeos, tum 1 A. Tumn HacienoBaHus
ayTOCOMHO-JIOMHWHAHTHBINA. ['eH 3aboneBanus Jiokanu3oBaH B paiione 20q13.2. B OMIM
Ne 103580.

CUHIpOM XapaKTepU3yeTcsi HU3KUM POCTOM, OKUPEHUEM, KaTapaKToW, OpaxuaaKTHIINEH,
YMCTBEHHOM OTCTaNoCThio. OTMevaroTcs TunodocdaremMusi, TUIOKaIbIUEMus,

PAa3JIMYIHBIC SHAOKPUHHBIC aHOMAJIUH.

CromaTonorudecKkue MpU3HAKU: 8POAHCOCHHAS SUNONAA3USL IMATU, 3A0ePIAHCKA

npope3viganus 3y608, AHO- U 0IULOO0EHMUSI.

Cunnpom Dnepca-lanino, Tun 6B (cuHIpoM Xpynkoil poroBullsl). Tun HacienoBaHMs
ayTOCOMHO-PEIICCCUBHBIN. 3a00I€BaHNE BHI3BAHO MyTaIlCH B TCHE
mmswiruapokcuiaaszel PLOD1. B OMIM Ne 229200 (puc. 6-7).



Puc. 6-7. Cunapom Dnepca-/lanmo (a-B)

CuHIpOM XapaKTepu3yeTcs TOIyObIMU CKIIEpaMU, pa3pblBaMU PaLy>KKH MpU
MUHUMAaJIbHOM TPAaBMaTUYECKOM MOBPEKIACHUH, KEPATOKOHYCOM, TUIIEPITACTUYHOCTHIO
KOXH, TUTIEPMOOMIBHOCTBIO cycTaBoB. Hapsiy ¢ 3TuM oTMeuaercs: Makpouedanus,
MPOJIATNiC MUTPAJIBHOTO KJIAalaHa, CKOINO3, CIIOHAUIIONUCTE3, MUOTIHSI, BPOXKICHHBIHI
BbIBUX Oenpa. [Topaskenue 3y00B BhIpaskaeTcsi B IPU3HAKAX HECOBEPULEHHO20

OeHMUHO2eHe3d.

Myxkononucaxapuaos, Tui 4A. Tum Haciaen0BaHUs ayTOCOMHO-peIleCCUBHBIN. ['eH
nokanu3oBad B 16q24.3. B OMIM Ne 253000.

CuHApOM XapaKTepHU3yeTcsl CACTEMHBIM MOPaKEHHUEM CO CHEeM(PUUECKUM (PEHOTUIIOM
(HM3KH poCT, IMLIEBbIE aHOMAJINH, PEJIKHE BOJIOCHI, ITUPOKUI pOT) U MaToyiorueii 3y0os
B BUJIE WUPOKO PACCMABLEHHBIX 3YD08 C CEPbIM OMMEHKOM IMANU U OOUUPHBIM

Kapuecom.

AMernoreHe3 HeCOBEPILICHHbIN, TUIOIACTUYECKUIN WU TUIIOMATYpPallMOHHBIN
(me3pensrii), X-creruieHnsil 1. Tun HacienoBanusi X-CIETUICHHBI TOMHUHAHTHBIN. [ eH,
KOJMPYIOIIUI aMeJIOTeHHH, JoKaim30BaH B Xq22.3-p22.1. B OMIM Ne 301200 (puc. 6-
8).



CuHApOM XapaKTEPHU3yeTCsl TUIIOTUIACTUYECKUM TUIIOM aMelioreHe3a. XapaKTepHbIe
MPU3HAKU 3a00JIEBAHUS: MAICHbKULL pasmep 3008, AHOMATbHOe CImpoenue 3YOHOU dIMau
(moHKas, meepoasi), ¢ Wepoxo8amot NOBEPXHOCHbIO HCENMO-KOPUUHEBO20

ommenka. IHoraa otmevaercs nenpopesviéanue 3y006 u 4acmuynas pe3opoyus
anveeonapHulx ompocmkos. Ilopaxarorcs Kak BpeMEHHbIE, TaK U MOCTOSIHHbIE 3yObl. Y
MYKYHMH ¥ JKCHIIUH KIMHUYECKAs KapTHUHA Pa3IudHa. Y MYXYUH MOCTOSTHHBIE 3yObl
MTOKPBITHI KPATMHKAMH U UMEIOT KEITO-O0€JIbIi I[BET, HO C BO3PACTOM BCJIEACTBUE
a7IcopOIuu TATEH 3yObl MOTYT TeMHETh. 1o Tonmunae sManb npudamxaeTcs K
HOPMaJIbHOM. DMajb MArkKasi 1 KOHYMKOM 30H/1a €€ MOXHO NPOTKHYTh. HecmoTtps Ha
OOJBIITYIO CKIIOHHOCTD K CKaJbIBAHUIO U CTUPAHUIO, TIOTEPS IMAJIA MMPOUCXOTUT
MeJJICHHO. Y MY>XYMH BPEMEHHbIE 3yObl BHEIITHE HAIOMHUHAIOT MaTOBOE OEJ10€ CTEKIIO.
NHorma oTMeuaeTcs Jierkoe MoXKeNTeHHe BpeMeHHbIX 3y00B. [ToBepXHOCTh UX
OTHOCHUTEIIBHO T1ajiKas. Y *KEHIIMH KaK Ha BpEMEHHBIX, TaK U Ha TOCTOSTHHBIX 3y0ax
BHJIHBI TIEPEMEXKAIONINECS BEPTUKAIBbHBIE MTOJIOCH MATOBO-0€JI0N U HOpMaJIbHOM
MOJTYTIPO3pPAYHOM SMaIA. DTH TOJIOCHI OBIBAIOT Pa3HON MIMPUHBI U XaOTHUYECKHU
pacrpeziesieHbl 1o KopoHke. CUMMETpHS TOMOJIOTUYHBIX 3yOOB ClpaBa U ClieBa
orcyTcTByeT. Kak u npu apyrux ¢opMax HECOBEPIIIEHHOTO aMeJIOTeHe3a, YacTo

OTMEYAETCSI OTKPBITHINA MPHUKYC.

'
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Puc. 6-8. HecoBepieHHBIN aMeIOreHe3 TUIOTUIACTHICCKUT
6.4. MOHOTEHHBIE CHHJIPOMBI, aCCOITMUPOBAHHBIC C AaHOMATUSIMU TTPOPE3bIBAaHUS 3yOOB

W3 anomanwmii pa3BuTus HanboJee YacTo BCTPEUaeTCs 3aA€pKKa MPOpe3bIBaHUs 3y00B

(perenuus). Pexxe BcTpewaercs Apyras aHOManus - paHHee popesbiBanue 3y0oB. [pu



TaKOW aHOMAJIUM JIETH YXKE POXKIAIOTCS ¢ 3y0aMH WJIM OHU MPOPE3BIBAIOTCS BCKOPE

IMMOCJIC POKACHUAA. Takue 3Y6BI Ha3bIBAIOTCA HaTaJbHBIMU HMJIM HCOHATAJIbHBIMM.

[IpexxneBpeMeHHOE MTPOpe3bIBaHNE 3yOOB - CUMIITOM MHOTMX MOHOTE€HHBIX
3aboneBanunii. [lo nanueiM OMIM, 31O cocTosiHUE BcTpedaeTcst mpumepHo mpu 70
MOHOT'€HHBIX CUHJIpOMAax € Pa3HbIMU TUIIAaMU HacienoBaHus. [IpakTudecku Bcerna
MPEKIEBPEMEHHOE MTPOPE3bIBAHNE 3yOOB COMPOBOKAAETCA IPYTUMH AaHOMAIUSIMU 3y00B
Y IOPOKaMU Pa3BUTHUS, 3aTPAruBaOIIMMU MHOTHE OPTraHbl U CUCTEMBI OpTaHu3Ma.
3azeprkka Ipope3bIBaHus 3y00B BCTpEUaeTCs B MOMYJISILIMKU C OTHOCUTEIBHO BHICOKOM
yactotoi (1,5%). DTa aHomanus XxapakTepHa JJi MHOTHX HACJIE/ICTBEHHBIX CHHIPOMOB

MOHOT'€HHOM dTUOJIOTHH.

[Taxnonuxus BpoxkaeHHas, Tun 1. Tun HaciaeqoBaHusl ayTOCOMHO-IOMUHAHTHBIN. ['eH
nokanu3oBad B 17q12-q21,12q13. B OMIM Ne 167200 (puc. 6-9).

DeHOTUNTNYECKUE TTPOSBIICHUS: OHUXOTPUIINO3, TUIIEPKEPATO3, OPOTOBEHUE YUACTKOB
KOXH, TUIIEPTUPO3 JaJ0HEH U TOJIOIIB, CTEaTOLIUTOMA, aHOMAJIUs BOJIOC B BUJE UX
WMCTOHYEHUS, aJONEeLHs, YMCTBEHHAs! OTCTAIOCTh PA3IMYHON CTENEHU BBIPAKEHHOCTH.

NHorma Habm01ar0TCs HamaibHble Uil HeOHamaibhble 3y0bl.

Puc. 6-9. [laxuonuxus BpoxxaeHHast, TUI 1

Akpoan3zoctos. Tum Hacie10BaHUsl ayTOCOMHO-JAOMUHAHTHBIN. ['eH He
uaeHtuduupoan. B OMIM Ne 101800 (puc. 6-10).

DeHOTUIHYECKUE XapaKTePUCTUKH CUHAPOMA: HU3KHUM pocT, Opaxunedanus, 3anaBiias
NIEPEHOCULIA, KOPOTKUI MaJE€HbKUI HOC C OTKPBITBIMH BIIEPE] HO3/IPSIMH,



TUIIEPTEIIOPU3M, YKOPOUCHHE KOHEYHOCTEH 3a CUET IUCTAIBHBIX OTIEIIOB,
MHO>KECTBEHHbIE CKEJIETHbIE HAapyLIeHU (1ehopMalMy MJIEYEBOM, TyUEBOH, TIOKTEBOI
KOCTEH), KUCTH IIUPOKHE C YKOPOUEHHBIMHU NaJIbIIAMH, WHOT/Ia TUIIOTEHUTAIN3M U

runoronanusm. B 90% ciydaeB HaOmogaeTcs yMcTBeHHas: oTctanocTh (1Q 24-85).

CToMaTOJIOTHYECKUE MPOABJICHUSA: cUunoniasus GBPXHQIZ yenocmu, npocHAaAmu3m,

3a0epacKa npopesvieasi 3y008.

Puc. 6-10. Akpoauzocto3s (a, 0)
XOHIPOIKTOIEpMabHas quciuiasus (CHHIpoM Diumca-Ban-KpeBenbaa).

Tun nacnenoBanust ayrocoMHo-perieccuBHbIi. ['en EVC nokanusoBan B paitone 4p16. B
OMIM Ne 225500 (puc. 6-11).

DOEHOTUITNYECKHUE IIPpU3HAKKU CUHApOMA: CKCJIICTHBLIC JUCIIA3UHU, YKOPOYCHHBIC
KOHCYHOCTH, ITIOCTaKCHAJIbHAsA IMOJIMAAKTHIINA, TUCITIIa3uA HOTTEH U SY6OB, CCPACUHO-

COCYIUCTBIC aHOMAJINH, YMCTBCHHAA OTCTAJIOCTh.

Cpeau cTOMaTOJIOTHYCCKUX aHOMAJIMI: HeoHamaibHvle 3y0bl, 3a0epAHCKA NPOPE3blaHUs.
3Y008, 4ACMU4Hasl OAUSO0O0OHMUSL.

[TukHOIM30CTO3. THIT HACICTOBAHUS ayTOCOMHO-PEIICCCUBHBIN. ['€H JIOKaIM30BaH B
paitone 1g21. B OMIM Ne 265800 (puc. 6-12).

DEeHOTUITMYECKHUE XapaKTEPUCTUKN CUHPOMA: HU3KUHM POCT (y B3POCIBIX POCT MEHEE
150 cm), ckeneTHble aHOMAIMHU (AIJ1a3usl WU TUTIOIIA3USI KITFOUUIl, OCTEOCKIIEPO3,
CKOJIMO3, CIIOH/IUJIONUCTE3, OpaXxUAaKTHIINS, aKpPO-OCTEO0JIN3), TUCTPOodus HOTTEeH (HOTTH

TI0cKue, 00po3a4yaThie).



Puc. 6-11. XouaposkToaepmaabHas TUCTIIA3HS



Puc. 6-12. ITukHo1M30CTO3 (2-B)

CromaToNoru4ecKue NpOsIBICHUS: MUKPOSHAMUS, Y3K0e HEDO, 3a0epHCKA NPOPe3bl8AHUS

NOCMOAHHBIX U MOJIOYHBIX 3008, 2UN0OeHMuUs, Kapuec.
6.5. MOHOT€HHBIE CUHIPOMBI, aCCOLIMMPOBAHHbIE C AaHOMAJIUSIMU ITPUKYyCa

Kak cocraBinsromnias 4acTh MOHOT€HHBIX CHHPOMOB HapyIIeHUE TpUKyca GUrypupyer
6omee ueM nipu 10 ayToCOMHO-peIIeCCUBHBIX 3a00seBaHmsX, 12 3a001eBaHmsIX C

AYTOCOMHO-IOMHWHAHTHBIM THUIIOM HACJICOBAHUSA U SX'CHCHHCHHHX 3a001eBanugx. B



Ka4uCCTBC MMPUMCEPOB MPUBCACHBI OIMMMCAHUA HECCKOJBKUX TUITMYHBIX MOHOT'CHHBIX

CUHAPOMOB C pa3HbBIMU TUITAMU HACJICAOBAHUS.

SHORT-cunapom. Tun HacieqoBaHus ayTOCOMHO-IOMUHAHTHBIN. ['eH He
wientuduupoan. B OMIM Ne 269880 (puc. 6-13).

HasBanwue cuHIpOMa OTpaXkaeT ero OCHOBHBIC ()CHOTHUITUYCCKUE XapaKTepUCTUku: Short
stature - muskuit poct,Hyperextesibility - runepnonBuxHocTh cycraBos/Hernia inguinalis
- maxoBbIe rpbpku, Ocular depression - rimy0oko mocakeHHbIe r1a3a, Rieger anomaly -
anomanus Purepa, Teething delay - mo3arHee mpope3siBatue 3y00B.

CuHAPOM TaKXKe XapaKTePU3yeTCs JIUIEBEIMA OCOOCHHOCTSIMH (TPEyTOJIbHOE JIHUIIO,
TUTOoaTPOQusi, OTTONBIPEHHBIE YIIIH, IIUPOKAasi TEPEHOCHIIA, TEIIEKAHT, TITyOOKO
MOCaXCHHBIE T1a3a, THITOIUIa3Hs KPhUILEB HOCA, MUKPOTEHUS ), HHCYJTUHPE3UCTEHTHBIM
nrabeToMm, runepriukeMueid, HeHPOCEHCOPHOM TYrOyX0oCThIO, MATOJIOTHE opraHa
3peHust (MUOTINSA, KaTapaKTa, TJIayKoMa, METaIOKOPHEa, TEJIEKAHT), CKeJIETHBIMU
aHOMAJIMSIMU: THITEPIIOBIKHOCTBIO CYCTaBOB, OTCTAaBaHUEM KOCTHOT'O BO3PAacTa,
OosbmuMu nUpU3aMu, TOHKAMU Tuadu3aMu, KIMHOJAAKTHINCH V TaNbIeB HA PyKax.
Hab6mromarorcst paznooOpasHbie BapHaHThI MATOJIOTHUN 3Y00B: eunodeHmusl, HapyuieHue

NPUKyca, 3a0epaicKa npopesvleanst 3y008.

Puc. 6-13. SHORT-cunapom (a, 0)

Hynan 1 cunapom. Tun HacienoBaHus ayTOCOMHO-TOMUHAHTHBIH.
I'en PTPN11 nokanu3oBan B 12.q24.1. YacTtora 3a6o1eBanus 1:1000-2500
HOBOpOXkAeHHBIX. B OMIM Ne 163950 (puc. 6-14).



Puc. 6-14. Hynan 1 cunapom (a, 0)

XapakTepHble TPU3HAKU: TUIEPTEI0PU3M, aHTUMOHTOJIOUIHBIN pa3pe3 ria3, HU3KUii
pOCT, KOPOTKasl IUPOKas IIes, IUTO0Opa3Has rpyaHast KieTka, nedopmaius rpyauHsbl,
AHOMAJIUU CEPJICYHO-COCYTUCTON CUCTEMBI, CHIYKEHUE CIIyXa, MOTOPHAsi HEJIOBKOCTb,

AHOMAJIMU ITAJIBICB, THIIOTOHAAN3M, KPUIITOPXU3M U IP.

K maTomoruu pra u 3y00B OTHOCSITCS: 8b1COKOE APKOBUOHOE HEOO, MUKPOSHAMUSL,

HapyuieHue npuKyca.

MuacTeHU4eCKIi CHHIPOM BPOXKJIEHHBIH, aCCOIMUPOBAHHBIN C HEIOCTATOYHOCTHIO
aIleTHIIXOJIMHOBOTO perenTopa. Tum Hacie0BaHus ayTOCOMHO-pEIleCCUBHBIN. ['eH
JoKanu3oBaH B parione 17p12-pll, 17p13-pl2, 11pl11.2- p11.1. [Tonararot, 4yTo
3aboneBanue ooycnopineno myramnueit B - (CHRNE) u B- (CHRNBI1) cyOobenunuiax
aneTmixonnHoBoro peuenrtopa (AchR). 3aboneBanne MOXKET TakKe BBI3BIBATHCS
myrtarmeii B reHeRAPSN. B OMIM Ne 608931 (puc. 6-15).

3a0oneBaHNe HEHPOMBILICUHOE, TPAKTHYECKU HE MPOrPECCUPYET, XapaKTEPHO

BBIpQXKEHHOE MOpaXKeHHE Nepudepruieckoil HEpBHOM CHCTEMBI.



Puc. 6-15. MuacteHn4ecKkuii CHHIPOM BPOKICHHBIH (a, 0)

[I'unortonus, nuzaptpus. Cnenudpuyeckue GEeHOTUNHYECKHUE TPU3HAKU: YIJIMHEHHOE
JMLO, NTO3, oTanbMonapes, CTpabu3M, HapylIeHHE AbIXaHUs U3-3a CI1adoCcTh
JIBIXaTeNIbHON MYCKYJIaTyphl. Y HEKOTOPBIX OOJBHBIX HAOMIOJAI0TCS MPU3HAKU
MHOKECTBEHHOI'0 apTporpumno3sa. [Ipu MelieyHoi Ouorncun oTmevaercs aTpopust

MBIIIICYHBIX BOJOKOH THIIA 2.

[TocTosIHHBIE CTOMATOJIOTMYECKUE TPU3HAKU: aPKOBUOHOE HEOO, NPOCHAMU3M,

Hapyuienue npuxyca.

Cekkerst CUHIOPOM. Tun HaCJICAOBAHUS aYTOCOMHO'peHeCCHBHBIﬁ. ['en nmoxann3oBaH Ha
3022-24. B OMIM Ne 210600 (puc. 6-16).




Puc. 6-16. Cunapom Cekkens

CHHIpOM XapaKTepU3yeTCsl OTCTABAHUEM B POCTE, MUKpOIlehaTrnei, CBoeoOpa3HbIM
CTPOEHUEM TOJIOBHI U JIUIA (IITUIIETOJIOBOCTHY ), YMCTBEHHOH OTCTAIOCTHIO,
CYJIOPO’KHBIMHU TIPUCTYTIAMHU.

YepenHO-TUIIEBBIC U 3y00UEITIOCTHBIEC TIPOSIBIICHUSI CHHIIPOMA: MUKPOCHANUS,
HU3KONOCAMCEHHble 0ehOpMUPOBAHHbLE YULU, 8bICOKOE HEOO, UHO20a paclyeluna Héoa,
YACMuYHas AHOOeHMUsL, SUNONIA3US IMAU, Manookato3us I, nenpasunvhbiti pocm

3y008.

7. HEPEITHO-JIMIIEBBIE AHOMAJIMNU B COCTABE MOHOI'EHHBIX
CHUHAPOMOB

YepenHo-nuieBble aHOMaJINMK HanboJiee pacnpocTpaneHbl cpeau Becex BunoB BIIP, nx

yAENbHBIN BeC cocTaBsieT 86,9%.
K HuM oTHOCAT: a) paciienrHbl BepXHel IyObl; 0) paciienuHbl HEOA.

[TonynsiumoHHast 4acToTa pacuiesivH BepxHe ryosl u HEOa cocTtaniseT 1:700-1000
HOBOPOXKJACHHBIX B rofl. Cpear HOBOPOXKICHHBIX C PACIIeIMHAMH Y€PEITHO-TUIEBON
obnactu npeobnagarot Manbunku (0,79 manbunka u 0,59 neBouxu Ha 1000
HOBOPOXKJCHHBIX ), Y HUX, KaK MPaBUIIO, HAOMI0Iat0TCsl Hanbosee Tshkesble (hOPMBI

I1aTOJIOTUH.

B GonpmmHCTBE cllydaeB paciieluHbl TYOsl 1 HEOA - HEe M30JUPOBAHHBIE TTIOPOKH
pasButus. [IpakTHUecKy Kakaas msTas paciieiHa - KOMIOHEHT TSKEJIOro CHHApOMA.
Tak, B 1970 r. HacuuTeiBasA 15 CHHAPOMOB, B (DEHOTUITHYECKYIO KAPTUHY KOTOPHIX
BXOJIWJIN pacIienrHbl TyObl 1 HEOa, B 1976 1. - 117 cunapomos, B 2006 T. 3TOT CIIUCOK

BKuTFO"aIT 6osiee 600 curapomoB, B 2012 . ux xonmmaectBo npesbicuiio 1000.

B npormiom, koraa paciienuHbl TyObl 1 HEOA BRI3BIBAIM THOCH JIETEH B TIEPBHIE TOIBI
JKU3HU, MPAKTUUYECKHU BCE 3apETUCTPUPOBAHHBIC CIIyYau ayTO-COMHO-TOMUHAHTHBIX
CHHJIPOMOB MOSIBIISIIUCH B pe3yJibTaTe HOBBIX MyTalnii. B HacTosiiee BpeMsi B CBSI3U CO
3HAYUTEIBbHBIM YIYUIICHUEM XUPYPrudeCKOM MOMOIIY U MPOBEACHUEM IIEJI0M CUCTEMBI
peadMIMTAITMOHHBIX MEPOTIPUSITHI TTOBBIIIACTCS YHCIIO OTICPUPOBAHHBIX C ayTOCOMHO-
JOMHUHAHTHBIMU CHHPOMaMH, BCTYTIAIOIIMX B OpaK W MepeaaronuX MyTaHTHBIC TeHbI

CBOHUM JACTAM.

J{1s1 ayTOCOMHO-JTOMUHAHTHBIX MyTaIlUi XapakTepHO YBEIIMUYECHUE CPETHETO BO3pacTa
ponuTeneir, ocooeHHO OTIOB. CpeHuit BO3pacT OTIIOB JIETEH C Pa3IMYHBIMUA ayTOCOMHO-
JOMUHAHTHBIMU CUHIPOMaMu cocTaBisieT 32,7+7,4 roaa, 4To Ha 5 JIET BhIIIE CPEIHETO

BO3pacTa OTLOB JeTel B 0011 MOMyIsALNH.



[Ipu ayTOCOMHO-PENECCUBHBIX CHHIPOMAX PEOCHOK C TOPOKOM POXKAAETCS OT JIBYX
3JI0pPOBBIX POJIUTEINIEH, TETEPO3UTOTHBIX HOCUTENEH aHOMAJILHOTO TeHa. Bo3pact

poautenel U HoMep MPoOaHI0BOI OEPEMEHHOCTH MPU TAKUX CUHAPOMAX HE UMEET
3HaueHus. B TO ke Bpems «OpayHas TUCTaHLM 3HAYUTEIHHO YMEHbIIeHa. B psze

CIIy4aeB pOAUTENN O0JHLHOTO peOeHKa - KPOBHBIE POJCTBEHHUKHU.

Haubonee penko BcTpeuaroninecs MOHOTEHHBIE (DOPMBI paciiean Iry0osl u HEOA -
CLIETUIEHHBIE C MOJIOM CUHAPOMBIL. Yalle BcTpeyaroTes X-CLUEelJIeHHbIE PELleCCUBHBIE
3a00JIeBaHUSI, IPU KOTOPBIX KEHILWHA CIYKUT HOCUTEIbHUIIEH MyTaHTHOTO reHa. B
3TOM CJy4yae B POJOCIOBHOM COOTBETCTBYIOLINE ACPEKThl OOHAPYKUBAIOTCS Y MYKUHMH.
[Tpu X-cuenjeHHOM TOMHUHAHTHOM HAcCJIeI0BAaHUU CUHAPOM BBISIBIISIETCS Y
reTepO3UTOTHBIX KEHILKH, a TOPaKEHHE TeMU3UTOTHBIX MYKUYHUH HACTOJIBKO PE3KO

BBIPAKEHO, YTO, KaK MPABUIIO, HECOBMECTUMO C BHEYTPOOHBIM CYIIIECTBOBAHHEM.
7.1. AyTOCOMHO-IOMUHAHTHbIE CUHIPOMBI C pacilleluHoi ryObl 1 HEOa

SKTpOJ]aKTI/IJII/II/I, 3KTO)1€pMEU'II;HOI71 AUCILIa3uH, PaCliCIMHbBL Fy6I>I " HEDA CUHOPOM
(ectrodactyly, ectodermal dysplasia, cleft lip-palate, EEC-cunapom).

BoNBIIMHCTBO ONMMCAaHHBIX CIyYaeB criopaauueckue. THI Haclea0BaHusl ayTOCOMHO-
JOMUHAHTHBIN, XOTSl HE UCKIII0YAeTCS TeHETUYECKas TeTEPOTeHHOCTh C CYIIECTBOBAaHHEM
pereccuBHO HacaenyeMbix (opM. OnrcaHbl TpH TUTIA MyTalluii: B cermente 7q11.2-
g21.3; B xpomocome 19; B xpomocome 3 (ren TP 73L B cermente 3q27). B OMIM Ne
129900 (puc. 7-1).

MuHuManbHbIE JUATHOCTUYECKUE IPU3HAKU: SKTPOAAKTHUIINA, IIPU3HAKHU

AKTO/IEpPMAIbHOMN JHCIIA31H, paciiesiiHa BepXHel ry0sl U HEOA.

[Ipu nanHOM CHHAPOME MOPAKEHUE KUCTEH U CTOI BapbUPYET OT YACTUYHON
CUHJIAKTHIIUU JI0 SKTPOJIAKTHIINU C PA3IMYHON CTEMEHBIO BBIPAXKEHHOCTHU. BripakeHHast

OKTPOOAKTHUIINA BCCX KOHEYHOCTEH BCTpCUHACTCA PCAKO.

K mposiBIeHHSM 9KTOAEpPMAaIbHOM JUCIIIA3UH OTHOCSATCS CBETIIBIE PEIKAE TOHKHE
BOJIOCHI, peJKHEe OPOBU U PECHHUIIBI, OJIeIHAS TOHKAs CyXast KOKa C JICTKHM
TUIIEPKEPATO30M, YMEPEHHAs TUITOTUIA3Ks HOI'TEH, THITOIUIa3|sl COCKOB MOJIOYHBIX JKeJIe3,
CTCHO3 CIIC3HBIX KaHAJIOB.

OyYHKIMS CIIFOHHBIX M MIOTOBBIX JKeJie3 He HapylieHa. KpomMe aToro, HabmomaroTes
dhoTododus, 6medapodhrmos, TeIeKaHT, AaHOMATHH CJIE300TBOISIINX ITyTCH,
MHOKECTBCHHBIN IMUTMEHTHBIH HEBYC, OJTHOCTOPOHHSISI areHe3usl TI0YEK, THAPOYpeTep,

THIPOHEPPO3, YABOCHHE JTOXAaHOK M MOYETOUHUKOB.



B CANMHUYHBIX CITy4dasaX BCTPCUAIOTCS THIIOCIIaans, KPUIITOPXU3M, aTPC3UA 3aTHCTO
mpoxo/Ja, rmaxoBas rpbka, a TaKKC IN1yxoTa 110 IpOBOAAIICMY THITY. YMCTBEHHOE

pasBUTUC OOJILHBIX OOBIYHO HOpMaJIbHOC. dusnyeckoe Pa3sBUTUC OTCTACT OT HOPMBEI.

CToMaTOJIOTUYECKUE MPOABJICHUSA: J1ecKdA 2UNOonid3usl CKyj106blx Kocmeﬁ, cUnoniasus

8epxHell uenocmu, 0OHOUNU 08YCMOPOHHAA pacuyenuna 2yovl u HEOQ,

Puc. 7-1. Cunapom >KTpOJAKTUIINH, SKTOACPMATILHON TUCIUIa3UH, PACIIEIUHBI TYObl U
Héba (a-1)

MquO@OHmuﬂ uiu vacmudHnas adonmuﬂ, HenpasujlbHas ¢0pM€l NOCMOAHHbBIX U

nepcucmuposeanue MOJ104HblX 3y608, cunonaasusl sImail, MHOIHCECNBEHHBLU Kapuec.

Cunnpom Ban nep Byzae. Tun HacienoBaHusi ayTOCOMHO-JOMUHAHTHBIN. ['eH,
perynupytonmii ooMeH uHTepdepona (hakrop-perynupyromuiit uatepdepoH - IRF6),
nokanu3oBad B 1q32-g41. IlonynaunonHas yacrtota cocrasuser 1:80 000-100 000. B
OMIM Ne 119300 (puc. 7-2).



XapakTepu3yeTcsl UepenHo-IuIeBoil nedopmalueil. B kmmHudeckol kapTrHe 00paIiaroT
Ha ceOsi BHUMaHUE IMOYKH Ha HIKHEH ryoe (cuaychl) B 88% cirydaeB. Hauboiee
XapaKTepHOE MPOSBICHUE CHHAPOMA - pacujenuna 2yovl u néoa. JIpyroe KIIMHUIECKOE

IMPOABJICHHUC - 2UNOOEeHMusl.

Puc. 7-2. Cunnpom Ban nep Byna (a-1)
Cunapom ['onbrenxapa (0Ky0-aypuKyno-BepTeOpanbHas JUCTIIa3us).

Tun HacnegoBaHusi ayTOCOMHO-TOMUHAHTHBIN. [lonmynsimonnas yactora 1:5600. ['en
nokanu3oBaH B 14q32. B OMIM Ne 164210 (puc. 7-3).



Puc. 7-3. Cungpom [Nonbienxapa (a, 0)

XapakTepHble TPU3HAKU: dMUOYI0apHBIE IEPMOUIBI (OTHOCTOPOHHHUE),
CyOKOHBIOHKTHBAJIbHBIC JIMIIOAEPMOUIBI WIIN JIUTIOMBI, KOJIOOOMBI BEpXHETO BeKa,
ne(eKTH TI1a30IBUraTeIbHBIX MBIIIL, aHTUMOHTOJIONTHBIN pa3pes IJ1a3, MUKPOKOpHEa,
KoJI000Ma pagyKKu, MUKpO(TaIbM, KOCOTIa3ue, aHOPTaIbMUs, aTpe3ns pagy>KKu U
KaTapakTa. YIIIHbIE PAKOBHHBI YMEHBIIIEHBI B pa3Mepax, Ae(pOopMHUpPOBaHbI, aHOMAILHO

PacIoJIOKEHBbI, aTpe3ns CIYyXOBOro MPOX0Aa, aHOMaIUU cpeaHero yxa. B 40% ciyuaes



BBISIBJISIFOTCSI aHOMAJIUH TT03BOHKOB, CKOJIMO3, Spina bifida,anomanuu pedep,
koconanocts. B 30% ciydaeB HaOII01al0TCSI TOPOKH CEeP/Ila, YMCTBEHHAs! OTCTAJIOCTb,
TUTIOIIIA3Us W aIlla3us JIETKUX, 3aThUIOYHAS MO3TOBas IPhDKa, aHOMAJIUU TTOYEK,
KOHEYHOCTEH, IpeHaTaIbHas THIIOTPOQUSI.

CToMaTOIOTUYECKHE MTPOSBICHUS: 2UNONIA3US BEPXHEll U HUMICHEU Yentocmell,
2UNONIA3USL OMPOCMKOS HUNCHEN YeT0CTU, MAKPOCMOMUS, OMKPLIMbIU NPUKYC,
8bICOKOE apKoBUOHOe HEDO, pacueluna HéOA, pacuyenruna a3vluka u 000asouHble

V30euKu.

Cunnpom Tpuuepa KomnuHza (HHKHEUETIOCTHO-TTUIIEBOM TU30CTO3, CHHAPOM
O®panueckertu-Kieitna). Tum HacienoBanusi ayToCOMHO-IOMUHAHTHBIN.
I'en TCOF1 nokanu3oBan B 5q32-5q33.1. B OMIM Ne 154500 (puc. 7-4).

Puc. 7-4. Cungpom Tpuuepa Konnun3za (a-r)

deHoTUNHYECKUE PU3HAKU: AUCIIIA3Ms YIIeH, MpeaypuKyIsipHble IMKU, WIN (QUCTYJIH,
BBIPOCTBI MATKHUX TKaHEH (ManuIJIOMbl), OTCYTCTBHE CIyXOBOT'O MPOX0/a, KOHIYKTUBHAS

Y HEHPOCEHCOpHAs TIIyX0Ta, OTCYTCTBHE PECHUII, KOJI0OOMa BEK, aHTUMOHT OJIOUTHBIT



paspes rias3, aTpe3usi Wik CTEHO3 X0aH, BPOXKJICHHBIA HeKIacCU(UIIMPOBAHHBINA MMOPOK

cepJua, Tpaxeo-MuIIeBOIHA (PUCTyIa, peKTOBarnHajabHas (hUCTyIIa, aTpe3us aHyca.

CToMaTOoJIOTHYECKHUE MPOABJICHUSA: YNIIOUWEHHAS CKYI06A KOCNb, MUKPOCHAMUAL,

Maxkpocmomusi, pacujeuna Héoa.

UepenHo-nuneBoi nu3octos3 (cunapom Kpysona). Tun HaciaegoBaHus ayTOCOMHO-
noMUHaHTHBIN. ['eH peuenrtopa-2 gakropa pocra pubdpobdiactoB kaptupoBas B 10q26. B
OMIM Ne 123500. IMonynsimonnas gacrora 16,5:1 000 000 HOBOpoKACHHBIX (puc. 7-5).

Puc. 7-5. Uepenno-nuiieBoit au3octos (cuuapom Kpysona) (a-1)

XapakTtepHble (eHOTHUITHYECKHE MPU3HAKK: Ieopmaliis yepena BCIeICTBHE
KPaHMOCHHOCTO3a (aKpo-, Opaxuiiedanus), TUIIEPTEIOPHU3M, IK30(PTaIbM (METKHE
OpOUTHI), pacXoJsIIeecs] KOCOTJIa3ue, aHTUMOHTOJIOUIHBIN pa3pe3 Tiias, MTo3,
KITFOBOBHJIHBIN HOC, TITyXOTa BCJIEJICTBUE JBYCTOPOHHEH aTPE3UH CIIyXOBOTO MPOXO0/Ia,

YMCTBCHHAA OTCTAJIOCTh.



CToMaTOJIOTHYECKHE MMPOABJICHUSA: cunoniasus 6€p)CH€ZZ yearocmu, OmHOCUMENbHAA
NnpocerHust, KOpomkas 6EPXHIA 2y6a, comudeckoe Hé60, UHO20a pacuenuna A3vluka uiu

HéEDA, pedKue wunosuonsle 3yowl, OOILULOU A3bIK.
7.2. AyTOCOMHO-PEIECCUBHBIE CUHJIPOMBI C PaCUIEINHON I'yObl 1 HEOA

Cunnpom FOGepra-XeitBopaa (poTo-uepenHo-nanbiieBoit). Tum HaciegoBaHus
MPEITOI0KUTEILHO ayTOCOMHO-penieccuBHbI. B OMIM Ne 216100.

DeHOoTUNNYECKUE MPU3HAKU: TUCTAIIBHOE PACTIONOKEHUE, TUIIONIIA3Hsl U HapyIlIeHHe
crubanus OOJIBIIMX MaNbIEB KUCTU, MUKpoLie]aus, 3a/iepKKa ICUXOMOTOPHOTO
Pa3BUTHSL, LIUPOKAsI IEPEHOCHIIA, ACUMMETPHS HO3JIPEH, THepTeNOpr3M, SIUKAHT,
OrpaHHuYEHUE MOJIBUKHOCTH JIOKTEBBIX CYCTaBOB, OJKOBOOOpa3Has Aedopmalius noyex,

uckpusnenue I11-V naneua crom.

PenTrenosiorndecku BBISIBISIOT BEIBUX I'OJIOBKHU Hy‘lCBOﬁ KOCTH, TUTIOINIa3UPOBAHHEBIC

MEPBBIC MCTAKapPIIAJIbHBIC KOCTH.

CroMartonoruyeckue MposIBICHUS: paciyeiuna 2youl u (uiu) Héba, ymeHblueHue Yyucia

3Y008.

Cunapom bukcnepa. Tun Haciae0BaHUsT ayTOCOMHO-PELIECCUBHBIN. ['eH

IPEIIOIOKUTENLHO JIOKATH30BaH B
1q7p. B OMIM Ne 239800 (puc. 7-6).

CuHApOM IPOSBIAETCSA TUIIEPTEIOPU3MOM, MUKPOTHEHN C aTpe3uell Hapy>KHOTO
CIIyXOBOTO KaHasia, MUKporedanuel, cuuaakruauei [1-111, ykopouenuem V manblia.
OTMeuaroTcs MUPOKU pa3ABOCHHBIM KOHUMK HOCA, SKTOMNUS ITOYEK, BPOKICHHbBIE
MOPOKH Cep/illa, aHOMaJIUU TO3BOHOYHUKA. XapaKTEPHBbI 3a/1€pKKa pOCTa U OTCTABAHUE B

macce Tena. MlHorna BeIsSBIISICTCS TUIOILIA3US CIIYXOBBIX KOCTOYCK.



Puc. 7-6. Cunapom bukcnepa

CromaTonorndeckue IposiBICHUS: 0OHOCMOPOHHAA pacujeiuna 2yovl u Héba, 2unonia3us

Oyeu HUMCHell 4eatoCmu, MUKPOCMOMUSL.
7.3. X-clIeTICeHHBIE, PEIICCCUBHBIE CHHPOMBI C PacIIeIMHON TyObI 1 HEOa
[Mannuctepa W cunnpom. B OMIM Ne 311450.

XapakTepHbIe MPU3HAKU: YMEPEHHO BBIPAKEHHAS! YMCTBEHHAS! OTCTAJIOCTh, CyJAOPOTH,
TPEMOp, TIOBBIIIICHHBIN MBIIIEYHBIA TOHYC, BRICOKUAN JI00, TEIIEKAHT, TUTIEPTEIOPHU3M,

KOCOIJIa3ue, aHTUMOHTOJIOUAHBIN pa3pes ria3, UPOKUd KOHUUK Hoca. CKelleTHbIe



AHOMAJIMU BKJIIOYAIOT BAJILIYCHYIO J€(OPMALIMIO BEpXHUX KOHEUHOCTEH, NCKPUBIIEHUE
Jy4eBOM KOCTH, YKOPOUEHHE JIOKTEBOM KOCTH, KIIMHOJAKTHIINIO, KAMITOJAKTUIIHIO.
CromaTonoruyeckue nposiBICHUS: paciyenunsl 2yovl u HéOA, WUPOKAs U NIOCKAs

BEPXHAA HENIOCMb, 6bICMYNAOWAS HUMNCHAS YETIOCNb.

Cungpom Kanemana 1. I'en KAL kogupyeT 6e10k aHOCMUH U KapTUpoBaH B Xp22.3. B
OMIM Ne 308700 (puc. 7-7).

CuHIpOM XapaKTEpU3yeTCsl HEAOCTAaTOYHOM MPOAYKIIMEN TOHAIOTPOIIMHOB C Pa3BUTHEM
TUIOTOHAU3Ma, TUIIOCMUEN WM aHOCMUEH (CHM)KEHUEM UJTM OTCYTCTBHUEM OOOHSIHHUS).
Bone3np 00yciioBieHa BpOXKACHHBIM 1€(PEKTOM Pa3BUTHUS TUIIOTaIaMyca,
MPOSBIISIOIIMMCS 1e(UIUTOM JTUOEPUHOB, YTO MPUBOJAUT K CHUKEHUIO BHIPAOOTKHU

roHaaO0TpPOIIMHOB FI/IHO(l)I/ISOM W TUIIOTOHAON3MY.

)Ipyrne q)eHOTHHquCKI/IC IIPU3HAKHU 3a00JI€BaHHUS: HU3KOPOCIIOCTh, CBHYXOUINU3M,
HEPCAKO KPUIITOPXU3M, O KUPCHUC, THHCKOMACTH, arCHE3Us IMOYCK, MO3KCUKOBAasd
aTaKkCusd, IMMOPOKU cepana, YyMCTBECHHAA OTCTAJIOCTb, CaXapHBIﬁ JII/Ia6€T, 6I/IMaHyaIH>Ha$I

CUHKHHE3US (3epKaIbHOE ABUKEHUE PYK), TIyXOTa.

K cromaTonoruueckuM MpOsBIEHUSIM OTHOCSITCS pacuyjenutsl 2yool u Héoa. CHHAPOM
ITbepa PoGena. Tum Hacieq0BaHUS HE YCTAHOBJIEH, BO3MOYKHBI 2y TOCOMHO-PEIIECCHBHOE
1 X-CIIETJICHHOE PEIIECCHBHOE HACIIEI0BAHHUE, & TAKIKE COYETAHHS C OONBIITHM
KOJMYECTBOM MOHOTEHHBIX M XPOMOCOMHBIX CHHIPOMOB. I'eH jokanu3oBad B 17q24.3-
q25.1. B OMIM Ne 261800 (puc. 7-8).

JI7 cTOMATOJIOTMYECKUX TTPOSBICHUN TAHHOTO CUHAPOMA XapaKTEePHbI cUNONIAA3Us
HUDJICHElU YeltoCmu, pacujeiuna Héoa, enocconmos. Y HEKOTOPBIX OOJIbHBIX aHOMAaIa/l
ITbepa PoGena codetaeTcs ¢ MOpoKamMu cep/ila, aHOMAJIUSIMH YIIIeH, CKeJleTa, IJias,
WHOT/Ia BCTPEeYaeTCsl YMCTBEHHAS OTCTAJIOCTh, MPOOJIEMBI C BCKapMIIMBAaHUEM B JICTCTBE,

JIbIXaTEIbHBIN AUCTPCCC-CUHAPOM.



Puc. 7-7. Cungpom Kanpmana 1



Puc. 7-8. Cunapom IIsepa PoGena (a, 6)

KoHTpobHBIE BOIIPOCH K 3aHATHIO 4

1. AHOManMu BeMYUHBI B (POPMBI 3y0OOB B COCTaBE MOHOT€HHBIX CHHJIPOMOB.
2. AHOMaJIMU KOJIMYECTBA 3yOOB B COCTaBE MOHOTEHHBIX CHHPOMOB.

3. AHOMaHMK CTPYKTYpBI 3yOOB B COCTaBE MOHOTEHHBIX CHHIPOMOB.

4. AHOMaJiH MPOpe3bIBaHUs 3yOOB B COCTaBE MOHOTEHHBIX CHHAPOMOB.

5. AHOMaMK IPHUKyca B COCTaBE MOHOTEHHBIX CHHIPOMOB.

6. qepeHHO'HI/IHeBHe pacICIIMHbBI B COCTABC MOHOI'CHHBIX CUHAPOMOB C pa3HbIMHA

THUIIaMH HACJICAOBAaHU.



3ansTe 5. MHOTO®AKTOPHASA
CTOMATOJIOIT'HTYECKAS ITATOJIOT USI.
JIMATHOCTHUKA BPOKIEHHbBIX 1
HACJIEJACTBEHHBIX AHOMAJIU YEPEITHO-
JULEBOH OBJIACTH

Llenp 3aHATHSA: 03HAKOMUTD CTYACHTOB U HAYYUTh BBIJIEISITH MHOTO(AKTOPHBIE (POPMBI
3y00YENIIOCTHBIX aHOMAJIMI ¥ CUHJIPOMOB C pacllleJIMHaMU JIMLA, TeHETUYECKUMU
acmeKkTaMu HauboJsee paclpoCTPaHEHHBIX CTOMATOJIOTUYECKUX 3a001eBaHN, OCHOBAMHU

KJIIMHUKO-TEHETUYECKOM TMarHOCTUKHU YePETHO-TUIEBbIX CUHPOMOB.
CTyneHT HOJKEH 3HATH
1. OcobGenHoCTH MHOTO()AKTOPHBIX TTOPOKOB YEPEITHO-TUIEBOI 00IACTH.

2. 'eHeTHYECKHE ACIIEKTHI HanboIee pacupOoCTpaHCHHBIX CTOMATOJIOTHYCCKHUX

3a00JICBaHUM.

3. CoBpeMeHHbIE METO/Ibl TCHETHYECKOMN JTMArHOCTHKH YePEITHO-JIUIIEBBIX CHHPOMOB.
CTyAeHT JOJIKEH YMETh

1. Beiiensate MHOTO(aKTOPHBIE TIOPOKU YEePEITHO-TTUIICBOI 00JIaCTH.

2. AHaJ'II/I?)I/IpOBaTI) TCHOTHUIIMYCCKHC U ¢)GHOTI/IHI/I‘ICCKI/IC IIPOABJICHUA

CTOMATOJIOI'MYCCKUX HapyIHeHPIfI.

3. ®opMUpOBaTh TPYIITY PUCKA MO CTOMATOJIOTMYECKUM 3a00JIeBaHUIM

MHOTO(aKTOPHON TIPUPOJIBI.

4. OHpe,I[eJ'IHTB IIOKa3aHuA I pa3IMYHbIX MCTOOOB I €HETUUYECKOU JUArHOCTUKU
Pa3JIMYIHBIX CTOMATOJIOTHICCKUX 3a00JICBaHUH U BPOXKXACHHBIX MaTOJIOT UM pa3sBUTHUA

YEIOCTHO-JIULICBOM obOnactv u SY6OLIGJHOCTHI>IX aHOMaJIUH.

8. MHOI' O®AKTOPHBIE ITOPOKM YEPEITHO-JIMLIEBOM OBJIACTH U
3YBOYEJIIOCTHOI'O AIIITAPATA, CUHAPOMAJIBHBIE ®OPMbI

[IpakTuyecku Bce aHomanuu pa3Butus 3YA u uenroctHo-nuieBoi odnactu (YJ10),
pPacCMOTpEHHBIE B MIPEABIAYIINUX pa3/ienax, BCTPEUaoTCs U KaK U30JIUPOBaHHbIE
MPU3HAKH, SIBIISSICH CIIEACTBUEM BO3ACUCTBUS HEOIArONpUITHBIX (PAKTOPOB BHEUTHEH
CpeIlbl U OTIPEJICIICHHBIX TEHETHYECKUX U3MeHeHUH (MyTaruii). [Ipu MHOTOpaKTOPHBIX
YEepPEeITHO-JIUIEBBIX CHHPOMAX Y POJUTENICH MOTYT OBITh OOHAPYKEHBI MUKPOTIPU3HAKU

KaK IIPOSBJICHUC I[GI\/’ICTBI/ISI aHOMaJIbHBIX T'eHOB. McTHHHBIC MUKPOIIPHU3HAKHU:



* IIPH pacIIeNINHE TyObl - KOPOTKOE HEOO, ACHMMETPUS KpbLIa HOCA, AEBHALAS OCH HOCA,

MpPOrHaTHs, aTUNHYHas opMa 3y00B;

* 1Ipu pacuiennHe HEOa - KopoTkoe HEOO, atunuyuHas popma 3yO0B, TuacTeMa, MporeHus,
pacIuierieHue sS3bIKa. AHAIU3 STUX MUKPOITPU3HAKOB CBHUJICTEIHCTBYET O BO3MOKHOM
Pa3IMYUA TEHETHYECKON ATHOJIOTHH paciienH ryosl u Hé6a. KpoMe Toro, cymiecTByer
rpynmna 4epenHo-IUICBbIX CHHAPOMOB, BOSHUKHOBEHHUE KOTOPBIX CBSI3aHO C
KOHKPETHBIMH CPEIOBBIMU (haKTOpaMH. DTH CHHIPOMBI MOYKHO Pa3JICINTh HA JIBE

TPYMIIBL:
* BOBHUKAIOUINE B PE3YJIbTATE TEPATOTCHHBIX BO3/ICUCTBHUIA;

* BO3HMKAIOUIUE B pe3yJibTaTe HeCceU(pUIECKUX BO3IEUCTBUI pa3IuUHbIX (PaKTOPOB,
pean3yoIuXxcs yepe3 o01ui MaToIOTMYECKUd MeXaH!3M, HallpUMep depes
«COCYNIUCTHIN (PaKTOp», BEAYIINI K TUIIOKCUU U HEKPO3Y.

B nHacTosmee Bpemsi onucaHbl TEPATONEHHBIE CUHAPOMBI, OJJHUM U3 MPOSBICHUIM

KOTOpBIX MOTYT ObITh aHOManuu 3YA u YJIO:
1) dbeTanbHBIN aTKOTOIBHBIH;

2) TaTuJIOMHUIHBIN;

3) aMUHONITEPUHOBBIN;

4) rUITaHTOWHOBBIN;

5) aMHHOTHYECKUX TEePETSIKEK;

6) peTHHOEBHIIA;

7) TpUMETaIMOHOBBIN.

Anomamuu 3YA u YJIO B cocTtaBe TepaTOreHHBIX CUHIPOMOB CUUTAIOTCS TIOPOKAMU
AK30TC€HHOU MPUPOJIBI, XOTS UX MPOUCXOKICHUE CBA3BIBAIOT C BO3/ICHCTBUEM TEX K€
(akTOpoB, KOTOPHIE CITYKAT (PaKTOpaMu pean3alliy HACIEeICTBEHHOTO MIPEITOJI0KECHHUS

MIPU MHOTO(DAKTOPHBIX TOPOKAX:
* BO3JICHCTBHE PAJMOAKTUBHOTO U3IIyY€HUS BO BpeMs OEpEeMEHHOCTH;

* MAaTEPUHCKUN MeTabONMMYecKuil qucOaanc (MOBBIMICHHE TEMIIEPATyphl Tela, ACUIIAT
BHUTAaMHUHOB U MUKPOAJICMEHTOB, B YAaCTHOCTH MEJIH ), MAJIOBOJIUE, YHAOKPHHOIIATHH, B

YACTHOCTHU CaxXapHBIA MuadeT u qUCHYHKIIUU IUTOBUTHON JKEJIe3bl;

* uH(EKIMOHHBIE 3a00JIeBaHUs BO BpeMsi OEpEeMEHHOCTH;



¢ IIPUCM BO BpEMA 6epeMeHHOCTI/I HJIN HCTIOCPCACTBCHHO IICPC] 3a4aTHCM
JICKAPCTBCHHBIX MPCIIApPaTOB - IIPOTUBOCYIOPOIKHBIX, aHTI/IMCTa6OJ'II/ITOB,

TPAHKBUJIIN3aTOPOB, PCTUHONIOB, CTCPOUIHBIX TOPMOHOB U JP.

YepenHo-nueBble CHHIPOMbI MHOTO(aKTOPHON MPUPO/IbI MPEACTaBICHbBl OTPOMHBIM
KOJIMYECTBOM BUJIOB, OOJIBIIMHCTBO U3 KOTOPBIX MOTYT ObITh OTHECEHBI K OJJHOU U3 TpeX

TPy

1) yepenHo-IHUIIEeBbIC PACIICTHHBI;

2) OOKOBBIC JINIIEBBIC PACILCIHHBI,

3) opOUTO-BEPXHEUCITIOCTHBIC PACIIICITHHBI.

B nonynsaunu atr BIIP pacnipocTpaneHsl HAMHOIO peXe IO CPABHEHUIO C
MOHOT'€HHbIMH. X 4acToTa, 10 JaHHBIM pa3HbIX aBTOPOB, Bapbupyer ot 1,9 1o 6,8 Ha

100 000 HOBOPOXKAECHHBIX.

B cBeTe coBpeMEeHHBIX NPEACTaBICHUHN MaTOr€HE3 HETUMMYHBIX YE€PEITHO-JIMIEBBIX
CHUHJPOMOB CBSI3BIBAIOT C CUCTEMHBIMH HapyIiieHus MU B Tpanuiiax I u 11 ;xabepHbIx ayr B
nepuoj SMOpUOHAIBLHOTO pa3BUTHs. Kak U3BECTHO, B T€UEHHE MEPBbIX 4 Hell
sMOpuoreHesa xadepHas JIyra pa3JBauBaercsa u GOpMHUPYET CKYJy U BEPXHIOIO YEITIOCTb.
K 6 Hen oTpoCcTKM HUKHEHN YETIOCTH COeIMHSIOTCS, 00pa3ysl HUXKHIOK YEIIOCTb.
OTpocTKH BepxHE#l 4eatocTH ObIBAIOT MAPOBUIHBIMU, (HOPMUPYS BEPXHIOIO I'y0y U
HO37pH. B 3TOT ke mepros Ha XBOCTOBOM rpaHuIie | »xkaGepHON TyTH M TOJTOBHOM
rpanwuiie I xabepHoi TyTH MOSBISAIOTCS TpU Oyropka, GopMupys BHemHee yxo. 13 |
xabepHoil 1yru GOPMHUPYIOTCS KO3ETIOK U TOJICHb 3aBUTKA YITHOW PAKOBUHBI,
HaKOBaJbHS U MOJIOTOYEK cpenHero yxa. U3 I sxabepHoit myru popmMupyrorces cTpems U
oCTaJIbHBIE COCTaBJIAIONIME BHENIHETo yxa. K 8 He muiieBbie paciienHbl SMOpHOHa
3aKpbIBAIOTCS, 0QOPMIISIOTCS TYOBI U pOT. OTPOCTKU BEPXHEH YETIOCTH 1 OOKOBBIC
OTPOCTKHU HOCa 0OPMIISIOTCS U TIOSBIISIIOTCSL HOCcOCe3Hbie 6opo3aku. JIroboi u3
MIEPEUNCIICHHBIX BBIIIE YK30TC€HHBIX (PAKTOPOB MOKET MOBJIHATH HA MPOIIECC CPACTAHUS
WM Pa3BUTHS SMOPUOHAIBHBIX CTPYKTYP, UTO B KOHEYHOM UTOT€ MPUBOIUT K
(hopMUPOBAHUIO PACIIIEITHH.

dopMupoOBaHKUE PACIIEIUH JIUIIA TPEANIOIOKUTEIBHO 00YCIIOBICHO HAPYIIIEHUSIMU
T€HETUYECKUX MEXAHMU3MOB aloNTo3a MOBEPXHOCTHBIX AMUTENHAIBHBIX KIETOK. DTH
HapyUICHUS TPUBOJIAT K U3MEHEHHSIM COOTHOIIIEHUS SMTUTEINAIILHOTO Oaphepa u
Me3eHXUMBI. Me3eHXxuMa, CBOOOHO MTPOHUKAS B IPOCTPAHCTBO MEXKTY OTPOCTKAMH,
HapylaeT pa3BUTHE COCYJAMCTON CETH BHYTPHU U MEKJly HUMH U MPEMSATCTBYET, TAKUM
oOpa3om, ux cpamieHuto. OJHaAKO HCTUHHBIE MEXaHU3MbI (DOPMHUPOBAHUS JTUIICBBIX
pacIIeNnH eIIe /10 KOHIIA HEe U3YYEHBI. ITO 00CTOSTEIHCTBO 3aTPYAHSIET CO3aHHE

CUCTCMbI TCPMUHOJIOTUHN U KJ'IaCCI/I(bI/IKaHI/II/I HCTUITNYHBIX paCIICINH qepenHo-nHueBoﬁ



o0J1acTy, 4TO B CBOKO OYEPEAb CO3AAET IPOOIEMBI BO B3aUMOIIOHUMAHUH CIIELUAINCTOB,
3aHUMAIOILUXCS JIEUEHUEM, NPO(PUIAKTUKON U peaduiInTale 3Toil KaTeropuu

OOJIbHBIX.

Cy1iecTByeT psiJi BpOKIECHHBIX ehopMalinii yepenHo-IuIeBoi 00J1acTi U CHHAPOMOB,

MIPOSIBJISTFOIIMXCS. HETUITUYHBIMU PACIICTMHAMHE, B YACTHOCTH:
1) Kocas paclienrHa Juia;

2) mornepeyHasi paciieanHa Juma (Wi MaKpocToMa);

3) CHHJIPOM CPEAMHHOM paciieuHbl nia (GpoHTOHA3aIbHAS AUCILIA3HS);
4) cpeauHHAs paciieInHa HOCA;

5) cuHIpOM KabepHOM AYTH.

OO611as yepTa Bcex YepenHo-JIMIEBbIX CUHIPOMOB - IUCIIIA3us U (WIM) HEOpa3BUTHE
TKaHEW W OpraHoOB JIMLIA, BIEKYyIee 32 cO00M (YHKIIMOHATBHBIE U CTETUUYECKHE

HapylIeHUS.

Kocas pacmenuna niuna - Tspkenas BpoKISHHas aTOJIOTUsl, BO3HUKAIOIIAS B pe3yJIbTaTe
He3apalleHus (ITOJIHOTO WIIM HETIOJIHOT0) HOCOJIOOHOTO U BEPXHEUETIOCTHOTO OyTpoB B
nepuoj SMOpPUOHATIBLHOTO pa3BUTHS. PaciiennHa MOKeT ObITh TIOJTHOM U HETIOTHOM,
OJIHO- U IBYCTOPOHHEMN. Yalle BCTpeuaroTcst HEMOJIHbIE KOChIe pacieanHbl jauia. Kak
paBUIIo, HabIIOJaeTCsl KOJIoOoMa BEK M, KaK pe3yibTaT, JIOKHbIHN 3k30¢TansM. Kocas
paciienuHa JIMIa 4acTo COYeTaeTcs ¢ APYruMu (hOpMaMH MaTOJOTHH JIUIA - PACHICITMHON
HEOa, rMIEPTEIOPU3MOM, AHOMAJIMEH YITHBIX PaKOBHH u Jp. (puc. 8-1).

[Tonepeunas pacuienuna auna (MaKkpoctoma) ObIBa€T OJJHO- U ABYCTOPOHHEH. ITO
pEe3yNbTaT He3apalleHUs] BEPXHEUYEIIOCTHOTO U HUYKHEUETIOCTHOTO OyTpOB B TIEPUOJ
AMOPUOHAIILHOTO Pa3BUTHA. KIIMHUYECKH MATONOTHS MIPOSIBIISIETCS] B BU/IE MaKPOCTOMBI
Pa3IMYHOM CTENeHH BhIpakeHHOCTHU. [Ipu 3TOM paciienrHa HaYMHAETCsl OT yIJia pTa u

MIPOIOJDKACTCS JlaJiee TI0 HAIPaBICHHUIO K MOYKe yxa (puc. 8-2).



Puc. 8-1. Kocas pacmenuna nuia



Puc. 8-2. Ilonepeunas pacmienuna Jnia (MaKpocToma)

CuHIpOM CpeIMHHOM paciienHbl Jiniia ((GpoHTOHA3ATbHAS
muctiasust). [lonynsunonHas yactoTa Tspkenbix dopMm coctasisiet 1:100 000
HOBOpOoxkJaeHHbIX. B OMIM Ne 136760.

Knunuueckue nposiBiIeHNs: CHHAPOMA: TUIIEPTETOPU3M U JIe(EKThl CPETUHHBIX CTPYKTYP
yeperna, BappUpYIOLIKE OT CKPBITOM PACIIEINHBI KOCTEW Yyepena 0 MO3TOBOM I'PBIKU.
OTmeuaeTcst KIIMHOBHU/IHBINA POCT BOJIOC HA JIOY («MBIC BIOBBI»). B 3aBHCcHMOCTH OT

CTETIeHU BBIPA)KEHHOCTH PACLICIINH KOCTEH ueperna pa3iudaioT Tpu (HOpMbI TUCTIIA3UU:



1) runeprenopusM, HIMPOKOE OCHOBAHUE HOCA U OTKPBITas paclleIMHa HOca U T'yObl,

HWHOrJa € pa3IBOCHUCM €Iro KOHYMKaA,

2) TUTIEPTENOPH3M, IIIMPOKOE OCHOBAHKE HOCA U OTKPHITAsl PACIICIHHA HOCA U TYOBI,

BO3MOXHa pacliesinHa HEDa;
3) ToTanpHas paciesMHa Hoca, OTCYTCTBHE KPhIIbEeB HOCA, Ae(OpMAaIHs TIa3HUIL.

B psine ciydaeB BcTpeuarorces Opaxunedanusi, MUKpO(TaIbMusl, SIUKAHT, KOJIOOOMBI
BEK, BPOXK/ICHHAs KaTapakTa, MpeapuKyJIsipHble KOXKHbIE BBIPOCThI, HU3KO
PacroJIOKEHHbIE YIIHbIE PAKOBUHBI, HHOTIa MPOBOASIIAS [NIyX0Ta, KIMHOAKTUIIHS,

KaMIITOOAKTUIIUSA, KPUTITOPXHU3M, JIMIIOMBI 1 ICPMOU/IBI.

OTtmeuaroTcst coueTanus ¢ ruapouedanieit, apuHiHuedanuend, MUKporupue, arenezuein
MO30JIMCTOTO Tea, KpaHUuOCUHOCTO30M. B 20% ciiyyaeB HaOI01a€TCS YMCTBEHHAS

OTCTAaJIOCTh CpGJIHGﬁ TSKECTHU.

CpeanHHas pacuielinHa Hoca 00pa3yeTcs B pe3ysibTaTe HapyLIeHUs CIUSHHSI HOCOBBIX
MJIACTHHOK HOCOJIOOHOTO OyTrpa B epro1 SMOPHOHAIBHOTO pa3BuTHs. Kinuaudyecku
NaTOJIOTUs MIPOSBIISIETCS B BUJE PA3IBOCHUS KOHUYMKA HOCA U HEOOIbIIONH OOPO3IKH,
UAYIIEH BBEPX MO CIIMHKE HOCA, BCIEACTBUE PACXOXKACHUS KPBUIbHBIX Xpsieil. Konunk
HOCa IMPOKHIL, INIOCKHI, IEpEeropoaKa Hoca ykopoueHa. MlHoria ckpbiTas pacuieinnHa
pacnpocTpaHseTcst Ha KOCTH Hoca U ji6a. [lepeHocuna y 3Tux naueHToB IpoKas,
YIUIOLEHHAs, Yepe3 KOKY MOKHO MaJIbIIMPOBATh KOCTHYIO pacIlevHy. [ Ta3HUIBI Y HUX
PaCIOJIOKEHbI IUPOKO (TUIIEP-TENOPHU3M). Y BCEX UMEETCSI THTUYHOE KIIMHOBUIHOE
paspacTaHue BOJIOC 10 cpeHel tuHun 16a. CpeIMHHbIE pacUIeIMHBI HOCA MOTYT
COUYETAThCS C aHOMAJIMSIMU 3y0OB BEpXHEH YETIOCTH, paCUIeIMHON BEpXHEH T'yOBbl,
BPOXKJICHHBIMHU CBHIIIAMH T'Y0 U IPyTo# BPOXKIECHHOM martojoruei (puc. 8-3).

Cunnpom I-11 )xaGepnoit agyru. J{Jis manueHToB ¢ 3TOM MaTONIOTHel XapakTepHa
BbIpa)KEHHAsl aCUMMETPHUSI JINLA (OJHOWIINA IBYCTOPOHHSIS) 32 CUET HEAOPA3BUTHSI TKAHEH,

dbopmupyromuxcs uz I-11 xxabepHoii 1yru B npoiiecce SMOPUOHAILHOTO Pa3BUTHS.

Hawnbonee yacto BcTpeyaeTcss 0OqHOCTOPOHHUHN CHHAPOM. [Ipr 3TOM KIMHUYECKH
ONpEIEIIIETCS] OAHOCTOPOHHEE HEOPA3BUTHE HUXKHEW M BEPXHEW YEIIHOCTEN, CKYJIOBOU
KOCTH Y YIIHOM pakOoBUHBI. Helopa3BUTHI TakKe U BCE MATKUE TKAaHU HUKHEN U CpeHEN

TPETH JIMIIa HA CTOPOHE Mopaxenus (puc. 8-4).



Puc. 8-3. CpenunHas paciienrHa Hoca

Puc. 8-4. Cunapowm xabepHoit gyt (a, 0)



Henopassurue HUKHEN YEIIOCTH OCOOEHHO BBIPAKEHO B 00JaCTH BETBU YEIIOCTH,
BEHEYHOTI'0 M MBIIIEIIKOBOI'O OTPOCTKOB. BETBb "entocTn HeJopa3BUTa, YKOpOUEHa,
MCTOHYEHA. BeHEeUHbI! U MBIILIETKOBBIM OTPOCTKU TAaKKe HEAOPA3BUTHI, a YACTO U BOBCE
OTCYTCTBYIOT. B 3THX citydasix, Kak MpaBHIIO, HEJOPA3BUTHI WM HE ONPEIEIISIOTCS
KOCTHBIE 3JIEMEHTBl BUCOYHO-HM)KHEUETIOCTHOTO CYCTaBa (CycTaBHOU OYropoK,
CycTaBHasl sIMKa U J1p.). B TsDKemnbIX cllydasx peHTT€HOJIOTUYECKU ONPEEIIIeTCs U
HEZ0pa3BUTHE TeJla HIKHEW YeNIIOCTH Ha MOPAXKEHHOW CTOpoHE. B COBOKYIHOCTH 3TO

BEJIET K CMELIEHHUIO T0JI00POJIKa B CTOPOHY.

Henopaszsurue (cyxeHne 1 yKOpOUCHHUE) BEPXHEH UETIOCTH, a TAK)KE CKYJIOBOU KOCTH
BEJACT K YIUIONIEHHUIO CPETHETO OT/IEJIA JIIAa HA CTOPOHE MopaxeHus. B momoctu pra
MMEIOTCSl KOCOM MJIM TIEPEKPECTHBIN MPUKYC, aHOMAJIMUA CO CTOPOHKI 3y00B. Ha cTopone
MOPaKEHUS OTIPEICTSCTCS HETOPA3BUTHE MBIIIIII SI3bIKA U MIATKOTO HEOA.

Cunnapowm I-11 :xabepHo#t 1yru Bceraa COMpOBOXKIAETCS aHOMAJIMEH YIITHOM paKOBUHBI
Pa3IUYHOM CTENEHHU TSHKECTH: OT HEJIOPA3BUTHSI €€ (MUKPOOTHS) 10 TIOJIHOM arjia3uu
YIITHOM PaKOBUHBI, KOTJIJa BMECTO HEE€ COXPAHSIETCS TOJIHKO MOYKA yXa UK HEOObIION
KOXKHO-XPSIIEBOU BAMHK. Y 3TUX OOJBHBIX CYKEH WM 3apallieH Hapy>KHBIN CITyXOBOM
IIPOXOJ, MOTYT BBISBJISITHCSI OKOJIOYIIHBIE KOKHO-XPSAIIEBbIC IPUIATKHA, OKOJIOYIIIHbIE

cBuuy u 1ip. [Ipu cunapome 1 xxabepHoii 1yru yacTo HaOIIOJAETCs MAaKpOCTOMA.

CHARGE (Xomna-XuttHepa) curaapom. Yacrora 1:10 000-15 000 HOBOpOXKICHHBIX.
I'en CHD7 xomupyet xpomoaomencoaepxkamuii JIHK-cBs3piBaromuii 6emok ¢
TeJIMKa3HOM aKTUBHOCTHIO (Y4acTBYET B paHHEM SMOPHOHAILHOM Pa3BUTHH, BIHSS HA
CTPYKTYPY XpOMAaTHHA U PETryIHUpys dKcupeccuio renos). B OMIM Ne 214800 (puc. 8-5).

CHARGE - akponum xknmmHHYecKHX npu3HakoB: Coloboma - komo6oma, Heart disease -
BpO’KJICHHBIE TTOPOKH cepna, Atresia choanae - arpesust xoaH, Retarded growth and
development u (nnm) CNS anomalies - 3agepxka pU3NIECKOro U MCUXUIECKOTO
passutus, anomanuu [{THC, Genital anomalies - aHoMalTuu HapYKHBIX ITOJIOBBIX OPTaHOB,
Ear anomalies and deafness - anomanuu yiei u riayxora.

Jlpyrue BpoKJIeHHbIE aHOMAJIUU: pacweruna Héoba, nopoku pazsutus [THC,
Tpaxeon3odaranbHas (GUCTyIa U MOPOKU pa3BUTUA 1MOUYeK. CHHIPOM MOKET OBITh

3aroI03peH y BCEX HOBOPOXKICHHBIX C XOaHAIBHOM aTpe3nei Ui KOJI0OOMOM payKKH.

YepenHo-nuIeBble MPU3HAKK B HEOHATAJILHOM IEpHO/JIE BKIIOYAIOT aCUMMETPHIO JIUIIA,
OJHOCTOPOHHUI Hapaiuy JIMIEBOT0 HEPBa, KOJIOOOMY paay>KKH, aHOMAJIMH YIIHOM
PaKOBHHBI, MAJICHbKHUI POT U paciienuHy HEOa. KpurepusmMu quarHoCTUKY CHHIPOMA
CHARGE cnyxart yeTslpe OCHOBHBIX ITPU3HAKa WJIM TPU OCHOBHBIX U TPU
JONOJTHUTENbHBIX. OCHOBHBIC TIPU3HAKH: 1) Kor060Ma, 2) xoananrbhas

ampesus; 3) xapakmepmvle aHOMATUU



HAPYICHO20, CPeOHe20 Ul 6HympeHHe20 yxa, 4) ouc@ynkyus KpaHuaibHblX HEPEO8
(aHocmusl, napanuy 1uyeeo2o Hepea, 2yXoma, 6ecmubyiapHsle npooaemsl Uiy npooIembl
enomanust). JOMONHUTENbHBIC IPU3HAKK: 1) eunonnasus eenumanuii; 2) 3a0epicka
pazeumusi; 3) KapouosackyisipHvle anomanuu, 4) HuzKull pocm, pacwenurvl 2yovl u
Héba, S)mpaxeoszogazanvrvle dedhexmpl U 5) Xapakmephvie TuUyesble NPUSHAKU.
OnucaHHble IPU3HAKU BXOAAT B cocTaB cunapomoB Ju /xopaxu, I1sepa Pobena,

lNonbaenxapa.

(=)}

a

Puc. 8-5. CHARGE-cunapom (a, 6)

9. PACITPOCTPAHEHHBIE CTOMATOJIOITUYECKHUE MHOI'O®AKTOPHBIE
3ABOJIEBAHUA

B Hacrosimiee BpeMs B kKauecTBe reHETHYECKUX (DaKTOPOB PUCKA Pa3BUTHS
MATOJIOTUYECKOTO MPOIecca pacCMaTPUBAIOT HTUPOKO PACTIPOCTPAHEHHBIE MOJIUMOPQHBIC
ajienu, ooaaarolre OTHOCUTENFHO HEOOIbIINM MOBPEKIAOIINM 3P PEeKTOM Ha
¢bynkiuio reHa. Te reHsl, moauMop(HbIE e KOTOPhIX YYaCTBYIOT B (JOPMUPOBAHUU
HACJIEICTBEHHOM NPEIPACIIONOKEHHOCTH K OINpEIeTICHHON MMaTOJIOTH, UHOT A
HA3bIBAIOT F€HAMU MPEIPACIIONOKEHHOCTH UM TeHaMU-KaHauIaTaMu. J{Jis pa3Hbix
MHOTO(AKTOPHBIX 3200JIeBaHUN HAOOP reHOB-KaHIUIATOB PA3HBIM U UX YHUCIIO MOXKET
JOCTUTaTh HECKOJIBKUX JECATKOB WM Jlaxke COTeH. [ToMCK TaKMX reHOB OCYIIECTBIISECTCS

C YUYCTOM 3HAHWI OCHOB DTHOJIOTHH U MaToreHe3a 3a00JIeBaHus.

C pa3BuUTHEM METUITMTHCKON T€HETUKH YUCHBIE OTKPBIBAIOT BCE OOJIBIIIEE YUCIIO TEHOB-
KaHIUJATOB, OT AJUIEJIBHOIO COCTOSIHUSI KOTOPBIX 3aBUCIT BO3SHUKHOBEHUE U TAKECTh

Te4YeHus 3a00JIeBaHUs Y KOHKPCTHOT'O MalluCHTA.

9.1. Kapuec



B BO3HMKHOBEHMHU KapHO3HOTO MpOIiecca MIPUHUMAIOT y4aCTUE MHOKECTBO (DaKTOPOB,
YTO MO3BOJISIET CUUTATh €r0 MHOTO(aKTOPHBIM 3a001eBaHueM. J{J1s TOHUMaHUS
MEXaHU3MOB Pa3BUTHUS Kapueca BaXKHO pa3inNyaTh HACJIEICTBEHHbIE U BHEIIIHECPEIOBbIE

(bakTopbl pHCKa.

JI71st n3ydeHusi FTeHETUYECKUX aCleKTOB Kapueca 3yO0B MPUMEHSIIUCH METOIbI

WCCIIEIOBAHUS KIIACCUYECKON TeHETUKHU: OJM3HEIIOBBIN, KIMHUKO-T€HEATOTHYECKUM 1
MOMYJISLHMOHHO-CTATUCTUYECKUI. DTUMU METOJIAMH U3Yy4ajd COOTHOCUTEIIBHYIO POJIb
HACJIEJICTBEHHOCTH U CPEeJIbl B BOBHUKHOBEHUHU Kapueca 3yOOB U €r0 MHTEHCUBHOCTH.

OTH HCCIIeIOBaHUSI TIOITBEPIMIN MHOTO(DAKTOPHYIO MPUPOAY JAaHHOTO 3a00IeBaHMUS.

Kaxk u qyist MHOTHX Apyrux 3a007eBaHuil MHOTO(AKTOPHOW MPUPOJIBI, AT Kapueca
XapakTepeH KIMHUYeCKui moauMoppuzmM. OTMedaroTcs MOMysIIHOHHOE MHOTO00Opa3ue
€ro KJIMHUYECKOM KapTUHBI, YETKO BBIPAKEHHBIE WHIMBUYaIbHbBIE KOJIUYECTBEHHbBIC
XapakTEepUCTUKH. HacnencTBEeHHOCTh BIUSAET KaK Ha PE3UCTEHTHOCTH 3y0OOB K Kapuecy,
TaK ¥ Ha UX MPEIPACIOI0KEHHOCTh K KAPMO3HOMY MPOIECCY, HHTEHCUBHOCTh KOTOPOTO
T€HETHUYECKU JIETEPMUHUPOBAHA.

[Ipu u3ydyenuu rpyni reHoB, OTBEYAIOIIHNX 32 NATOM€HETUYECKUE MEXAHU3MBbI
KapUO3HOTI'0 MPOLECCa, UCCIEAOBATENH BbIIBUHYJIA TUIIOTE3Y O BIUSHUN
HACJIEJICTBEHHOCTH Ha PE3UCTEHTHOCTh 3y00B K paspyuieHuto. [locie nzyuenus
pacrpeesieHus IpU3HaKa B CEMbSIX, OTIMYAOMINXCS «HAKOTUIEHUEM) CIIy4aeB
KapuecHOU aTaku, Obljla MOCTPOECHAa MaTeMaTuieckas Mojienb. HemonHas
NEHETPAHTHOCTH M BBICOKUN KOA((MUIIMEHT HACIETyEeMOCTH Aalld B TOM Cy4yae
OCHOBaHUE MPEANOI0XKHUTh, YTO B TEHETUYECKYIO CUCTEMY, IETEPMUHUPYIOUTYIO
PE3UCTEHTHOCTH 3y0OB K Kapuecy, BOBJIeUeH OoJiee ueM oJuH reH. OnpeneiaeHHbli reH
(T7IaBHBIN) KOHTPOJIUPYET BO3MOKHOCTD Pa3BUTHS JAHHOTO Ipu3Haka. OH
MPEANOI0KUTENBHO PELIECCUBEH 10 OTHOLIECHHUIO K aJUIENI0, IETEPMUHUPYIOLIEMY

IpCaApacCIIOIOKCHHOCTD K KapHUeCy.

HecomHeHHO, 4TO pe3UCTEHTHOCTDH 3y0OB K Kaprecy BO MHOTOM 3aBUCHT OT HMMYHHOTO
cratyca. MiMeroTcs cyliecTBeHHbIE 0COOCHHOCTH TYMOPajIbHOTO UMMMYHUTETA Y
MAIMEHTOB TPyNIbl pucka. CIIOHHBIC KeJle3bl BEIPA0ATHIBAIOT UMMYHOTTIOOYTMHBI
kiacca A (IgA), npoayKiusi KOTOPBIX HE OTPAXKAET UX COACPIKAHUE B CHIBOPOTKE KPOBH.
Nnorna nx o6o3nayator kak sIgA. Konebanust ypoBus IgA u npyrux
MMMYHOTJIOOYJIMHOB B CITIOHE YETIOBEKA - BAXKHBIN (hAKTOP, ONPEIEIISIOIIHIA
BO3MOKHOCTh BO3HUKHOBEHUS U PA3BUTHS MIATOJIOTMYECKOTO MpoIiecca B MOJIOCTH PTa.
CrnenoBarenbHO, Kapuec-pe3uCTEHTHOCTh 3yOOB acCOIMUPOBAaHA C BApUAOEIbHOCTHIO

CJIFOHBI U COCTaBOM OEJIKOB POTOBOM KHJIKOCTH.

[Tpu nexommneHncupoBaHHON (opMe Kapueca 3y0oB y AeTeld ObuI0 0OHAPYKEHO, UTO

coJepkaHue B ciroHe sIgA ymenbieHo 6osee yem B 2 paza. UMMyHOT100y TMHBI



CMEIIAHHOM CIIIOHBI UTPAIOT ONPECICHHYIO POJIb B pa3BUTUU KapHeca 3y00oB, TaK Kak
CEKpPETOPHbIE UMMYHOIIOOYJIMHBI OKa3bIBAIOT AHTUOAKTEPUATBHOE JICHCTBUE,
MPEMNSATCTBYS TEM CaMbIM 00pa30BaHUIO 3yOHOTO HaJeTa U MPOHUKHOBEHHUIO aHTUTEHOB B
TKaHU 3y00B. OTMEUAIOT TaKXe 3aBUCUMOCTH MEXIy TEUEHHEM KapHO3HOTO Tpoiiecca U
COCTOSIHHEM CEKPETOPHOr0 MMMyHUTETa. OCTpOE TEUEHHE Kaprueca COPOBOKAAETCS
NoBbIIEHUEM ypOBHA SIgA, npu aToMm ypoBaM IgG u [gM ymMeHbarorcs.

OT1nnyaroTcsa TakKe€ U MHOTHE 3HAUECHUS KA1eMOYHO20 UMMYHUmema. Y TalHuEHTOB C
BBICOKOM 4aCTOTOM KapHeca BbISIBICHBI U3MEHEHUS CPETHUX 3HAYEHUM psiia TOKa3aTenen
T- u B-K1€TOYHBIX CUCTEM UMMYHHTETA KaK B MJIa3M€ KPOBU, TaK U B POTOBOM
KUAKOCTU. UIMMYHHBIN CTaTyC (MMMYHOJIOTHUECKHE KJIETOYHBIC MOKA3aTeNn, CEKPeIIHs
MMMYHOTJIOOYJIMHOB CIIIOHBI) Y KapUEC-PE3UCTEHTHBIX U KapUeC-BOCTIPUHUMYHBBIX
MAIMEHTOB YETKO PA3JIMYAETCS, YTO MO3BOJISIET IPUMEHSATh TAKHE UCCICTOBAHUS IS
MPOTHO3UPOBAHMS TEUCHHS KAPHO3HOTO MpoIecca U BpIOOpa Je4eOHO-

NpOPUIAKTUYECKUX MEPOITPUITHIA.

HacnencrenHas npeapacnoyio;KeHHOCTh K Kapuecy, CBsi3aHHas ¢ 0COOCHHOCTAMU
BPOKJICHHOTO IMMYHHUTETA, MOKET MPOSBIISITHCS YK€ B TIEPUOJT 3aKIAJKU U PA3BUTHUS
OpraHa M Tak)ke 3aBUCHUT OT OOIIET0 COCTOSTHUSI UMMYHHOUM cucTeMbl. [1o naHHBIM
uccienonatenei, 3-4% Hacenenus: EBponsl pe3aucTeHTHBI K kKapuecy. [Ipeanonararor,
YTO UMMYHHAasi OCHOBA 3TOW PE3UCTEHTHOCTHU, C OJJHOU CTOPOHBI, BHICOKUI TUTP
CBIBOPOTOYHBIX AHTUTEJI, C IPYTroi - 60jiee BHICOKMI MOTeHIHAaN npoiudepanuu T-

TUM(OIMTOB MAMEHTOB MIPU CTUMYJISIIMKA aHTUTeHaMu Streptococcus mutans.

Kpowme Toro, nmpu u3yueHuu HaCcJleICTBEHHOTO NoJuMopdu3Ma OEIKOB CITIOHBI YeIOBEKa
ObLTa TOKa3aHa Belylas poJib reHeTHueckux (aktopos. [Ipu aToM mpenmnonaraercs
ayTOCOMHO-JOMHUHAHTHOE HACIIeJJOBAHME MTepeayun psiia OeKOB cltoHbl. Pazmep 3yOHOM
OJISIIIKY, HATTPUMED, 3aBHCHUT OT KUCJIOTHBIX OETTKOB CIIIOHBI, KOTOPBIE UTPAIOT
OTIpe/IeNIEHHYIO POJIb B TIOBBIIIEHUU COMPOTUBIISIEMOCTH 3y0OB K Kapuecy. B3auMocBsi3b
HEKOTOPBIX HACJIEICTBEHHO 00YCIIOBIECHHBIX (PaKTOPOB CIIIOHBI YEIOBEKA C
WHMBUIYaIbHOM BOCIIPUUMYHMBOCTBIO K 3a00JIeBaHUAM 3yOOB 3HAUHUTEIbHA.
Kcepocromus (0T rpeu. Xeros - cyxoii), HallpuMep BO3HUKAIOIIAs PU PsIe
HACJIEICTBEHHBIX 3a00JICBaHHI MPU TOPAKEHUH CIFOHHBIX JKeye3 (KIaCCUYECKU IpuMep
- MYKOBHUCIIN/I03), TPUBOJUT K IEPBUUYHO-MHOKECTBEHHOMY KapHecy.

9.2. bone3nu napogoHTa

BocnanurensHblie 3a001eBaHus TAPOJOHTA - OJIHA U3 HAUOOJIee aKTyallbHBIX MTPOOJIEM B
coBpemenHolt cromaroniorun. [lo manaeim BO3 (1978), 6onee 80% neteit panHero
Bo3pacta 1 100% nereli B Bozpacte 14 et uMEOT XpOHUUECKUd THHTUBUT. [locie
MOJIOBOTO co3peBanus A0 50 JeT yacToTa TMHTMBUTA CHIDKAETCS, @ YaCTOTa MapOJIOHTUTA

- pacrer. [loTeps 3y00B BeiencTBUE MAPOJOHTUTA BCTpeUaeTcs B 6 pa3 yaile, 4eM npu



ocnokHeHusAx kapueca (BO3, 1998). [Ipuxoaurcs KOHCTaTUPOBATh, YTO B HACTOSIIIEE
BpEeMsI MPAKTUYECKH HE CYIIECTBYET HAJCKHBIX METOAOB JOCUMITOMATHUECKOM

JUAariHoCTUuKH, HpO(l)I/IJIaKTI/IKI/I W JICYUCHUA ITapOJOHTHUTA.

BocnanurensHble 3a001eBaHUs TApOJOHTA, HECOMHEHHO, MTATOJIOTUSI MHOTO(aKTOPHOMN
npupoabl. Kak U3BECTHO, STHOMATOr€HETUUECKY0 OCHOBY MHOTO()aKTOPHBIX
3a00J1€BaHUM COCTABIISIIOT BApUAHTHI OMPEICIICHHBIX T€HOB (T€HOB
«TPEIPaCcIOIOKEHHOCTHY ), MOBPEKIAIOIMINM 3P HEKT KOTOPHIX peaausyercs Ha poHe
JecTBUS HEOMAaronpusATHIX (AaKTOPOB BHEIIHEN cpeibl. UTo KacaeTcs poiu
BHEIIIHECPEIOBBIX (PaKTOPOB, 000OIICHHBIC TaHHBIE MUPOBOU JTUTEPATYPHI
CBUJIETENIbCTBYIOT: OCHOBHAS IPUYMHA PAa3BUTHSI BOCIIAIUTENbHBIX O0JIE3HEN Mapo1oHTa
- MUKpO(dII0pa, KOTOpasi KOJIOHU3UPYET MOBEPXHOCTH 3y00B. Kpome TOro, M3BECTHO, UTO
BOCHAIMTENbHO-/IECTPYKTUBHBIE 3a00JIEBaHMSI TAPOJIOHTA ACCOLUUPYIOTCS C
Pa3IMYHBIMU CUCTEMHBIMU PAcCCTPOICTBAMU, OJJHAKO KaKU€ MMEHHO CHCTEMHbIE
3a00JIeBaHUsI CIOCOOHBI BBI3BIBAThH Pa3BUTUE BOCIAJICHUS NApOJAOHTA B OTCYTCTBUE

6aKT€pI/IaJ'H)HOFO HaJICTA, B HACTOAIICC BPEMS HCU3BCCTHO.

UTto kacaeTcs poJid reHeTUYeCKUX (PaKTOPOB B ATHOJIOTUH BOCTIAIMTEIIbHBIX
3a00JIeBaHMI TAPOJIOHTA, STOT BOIIPOC B MUPOBOM JTUTEPATYPE, OCOOCHHO
OTEUYECTBEHHOM, MPEeACTaBICH HEMHOTOYHCIEHHBIMU U KpaliHe MPOTUBOPEUYUBBIMU
CBEJICHUSIMU, TIOJyYE€HHBIMU Ha HETOMOT€HHBIX BBIOOpPKAX, 0€3 HCIOIb30BaHUS
HA/IKHBIX KIIMHUYECKUX KpUTepueB auddepeHuaiii Ho30JI0THYECKUX PopM.

B 10 ke BpeMs JocTrKeHUS B 00JIaCTH MOJIEKYJISIPHOM OMOJIOTUN MTPEIOCTABUIHN CETOIHS
HMIMPOKKE BOZMOKHOCTH JJIs1 U3YUYCHHS CTPYKTYPbI T€HETUYECKOM
IPEIPACTIONOKEHHOCTH K Pa3InYHBIM MHOTO(AKTOPHBIM 3a00JIeBaHUSIM. Y ClIeX
UCCJIEIOBAaHUI TaKOTO Po/ia MOKET 00€CIIeUYUTh TECTUPOBAHNUE TE€X T€HOB, KOTOPHIE
KOHTPOJHUPYIOT OEIKOBBIE TPOAYKTHI (ITATOKUHBI, (DEPMEHTBHI, TOPMOHBI),
HEMOCPEJICTBEHHO BOBJICYEHHBIC B TOT UM MHOW MATOJIOTUYECKUH Tiporiecc. Beibop ke
TeHOB-KaH/IUJATOB JIOJDKEH OCHOBBIBATHCS HA 3HAHUSAX MATO(DU3NOIOTUIECKUX

MEXaHU3MOB Pa3BUTHsI KOHKPETHBIX MHOTO(DAKTOPHBIX 3a00J1€BaHUIA.
10. AMATHOCTUKA YEPEITHO-JIMLIEBBIX CUH/IPOMOB

HoBoposxaeHHble ¢ pa3HOOOpa3HBIMU YE€PETHO-THIIEBEIMUA aHOMAIMSIMUA TPEACTABIISIOT
co0oif HanboJee YacTyro U TPYJHYIO TMarHOCTUUYECKYIO TPodiieMy B
CTOMATOJIOTHUECKOM MpakTuKe. [Ipu 3TOM TOIBKO OrpaHUYEHHOE YUCIIO CUHIPOMOB
MOJKET OBITh JOCTOBEPHO TUArHOCTHPOBAHO B HEOHATAJIHLHOM Neproie. BaxkHO MOMHUTB,
YTO XapaKTepHBIC YEPEITHO-JIUICBBIC MPH3HAKH HEKOTOPBIX CHHIPOMOB HE MPOSBIISIOTCS
MIPU POXKIECHUH, a MOTYT MaHU(ECTHPOBATh B JTIOOOM Bo3pacte. B GonbInHCTBE CitydaeB
HEOO0XOAMUM OTIPEAETICHHBIN MepHo HAOMIOIEHUS 32 POCTOM U pa3BUTHEM peOEHKA U

BO3HUKHOBCHHUEM APYTUX KIIMHUYCCKUX IMPHU3HAKOB.



Mapk€pbl HacJIeICTBEHHBIX 3a00JICBAHMIA:

* acCMMMETpPHS HOCOBOH NEPETOPOJIKH;

* pyOell Ha BepXHEH Ty0e U albBEOISIPHOM OTPOCTKE;

* BLICOKOE HEOO, TOTHYECKOE HEDO;

* KOPOTKOE MATKOE HEDO;

* BUJIUMBIC HA PEHTICHOTPaMMe KOCTHBIC U3MEHEHUSI HEOHOTO CerMEHTa,
* [TOJICTM3UCTAs PACIIEIMHA S3bIUKa;

* TUTICPTEIIOPHU3M;

* aCHMMETpPHS KPBLILEB HOCA,

* pa3/IBOCHUE S3bIYKa;

* AaHOMAJIMH Pa3BUTHsI PPOHTAIBHBIX 3y0OOB BEPXHEH YCITIOCTH,
* arunyHas GopMa BEpXHUX OOKOBBIX PE3IIOB;

* aHOMAJIH PE3IOB U KIIBIKOB;

* IPOTCHUS;

* TacTeMa;

* JIOTIOJTHUTEILHBIC y3CUKU TIOJIOCTH PTa;

* KOPOTKUH UIIBT;

* IPSIMOI M IEPEKPECTHBIN MPUKYC U JIP.
JlnarHocTuKa 4epernHo-JIUIEeBbIX CUHIPOMOB BKIIIOUAET JETaIbHBIN cOOp aHaMHe3a U

IIOJIHOC KIIMHUYCCKOC 06C.TI€I[0BaHI/Ie.

Anamnesz. HeoOXxoaumMbl TIIATENbHBIN cOOp aHaMHE3a KU3HU, 3a00JI€BaHUS U CEMEHHBIH
aHamMHe3. BayxHbI cBe/ieHUs 0 TIEpUO/Ie KU3HHU, TPEIIIIECTBOBABIIIEM TOSBICHUIO B CEMbE
601pHOTO pebeHKa (Cclydan aHAJIOTHYHOM MAaTOJOTUU B CEMbE, KPOBHOTO POJICTBA MEKTY
ponuTensiMu pedeHKa, TPUEM MaTePhI0 BO BpeMsi OepEMEHHOCTH HEKOTOPBIX
JIEKApCTBEHHBIX MPENapaToB, AIKOT OIS, KypeHUe, IEPEHECEHHbIE BO BpeMs
OepeMEeHHOCTH OCTpbIE 3a00JIeBaHNs, XPOHUYECKHE O0JIE3HH Y MaTEpU, PEIPOAYKTUBHBIN

aHaMHe3 CYIpyTroB U JIp.).
Obcnedosarnue H080POIHCOEHHO20 BKIIOYAET TINATEIbHbIN 001Ul 0CMOTP.

Pocmosvie nokazamenu. Ilpu ocmoTpe peOeHKa BaXKHO YUYUTHIBATh MaccCy Teja MpH

POXIACHUHN, UINHY TCJIA. OTKIOHEHUE POCTOBBIX rokazarejieil OT CpeaAHux 3HAYCHUM -



BA)KHBIN TMarHoctuiyeckuil npusHak. CermeHTapHOe yKOPOUYEHHE KOHEYHOCTEH, AJTMHA
KOHEYHOCTEH U BEPXHEr0 CErMEHTA 110 OTHOIICHUIO K HIDKHEMY CETMEHTY CIIyKat

ANAarHOCTHYCCKUM ITPHU3HAKOM CKCJICTHBIX I{I/ICHJ'Ia3I/II\/'I.

T'onosa. Hanbomnee yacTple aHOMAIMY Yepera, BUANMbIC B HEOHATATLHOM MIEPUO/IE,
BKITIOYAIOT HEOOBIYHYIO ()OPMY M OKPY>KHOCTB TOJIOBBI, aHOMAJIMU POJTHUYKOB U IIBOB.
Maxkporedanus B HEOHATATHPHOM TIEPUO/IE - TMATHOCTUICCKUN MTPU3HAK TUAPOLIehaTHH.
CuHAPOMBI KPaHUOCHHOCTO30B (TMPEXICBPEMEHHOE CPacTaHUE IIIBOB Yeperta)
MIPOSIBIISIFOTCS] B HEOHATAJILHOM TMEPHOJie HEOOBIUHOM (hopMOit rostoBsl: ckadoredanus ¢
CaruTTAILHBIM CHHOCTO30M; Opaxwuiiedanvsi, BeI3BaHHAs MPEKICBPEMEHHBIM
3apalieHueM KOPOHAPHBIX IIBOB; IIarnonedanus, cBsi3aHHast ¢ 3aKPBITUEM TOJIBKO
KOPOHApPHOTO WJIHM JJaMOJOBHTHOTO IIBAa. BICTymaHue MBOB - KIIMHUYECKUN TTPU3HAK HX
CIIUSIHMSL, XOTSI 3TO ObIBAET TOJIBKO B HEOONIBILIOM YHCIIE CIIy4aeB, 0COOCHHO IPU
CaruTTATLHBIX CHHOCTO3aX. Uepen B popMe TPUIMCTHUKA OOHAPYKUBACTCS TIPH
CHHJIPOME C TaKUM K€ Ha3BaHHUEM, TIPH JPYTHX KPAHHOCHHOCTO3aX, TPUTOHOLIE(haTHs -
npu cunapome [lartay, acummMerpus depena - npu cunapome Bonbda-XuprxopHa.
Jluyo. BaxxHo HE MPONYCTUTH TaKWe aHOMAJIMH, Kak MUKpO(TaIbMUs, KOJ0O0oMa
pamyKKH, KaTapakTa, yTOJNIIECHHE abBEOJSIPHOTO Kpasi, IOTIOTHUTEIbHBIC Y3ICUKH
POTOBOI MOJIOCTH, BPOXKICHHBIE 3yObl, 0COOCHHOCTH CTpoeHHs HEOa 1 aAp. JJo0aBoUHBIE
y3/IeYKH POTOBOH TOJIOCTH M BPOXKACHHBIEC 3yObl MOTYT OOHAPY)KMBAThCS MPH
opodanmoMTHTaIBHBIX CHHAPOMAX M CHHApPOME DIuirca-BaH-KpeBenbaa, a KoMOuHAIHs
MHUKporHatuu, U-o0pa3Hoi paciienHbl MITKOTO HEOA U TJIOCCONTO3a - TIPU CEKBEHITUH
[Teepa PoGena.

Kucmu u cmonei. H606XOIII/IMO YUYUTBIBATH TAKUC aHOMAJINH, KaK ITIOJIN-, CHH-, OJIUT'O-,
OKTPO-, KaMIITO-, ApaXHOJAKTHUIINUA, allJIa3Hd WA TUITOILIA3 WA HOFTeﬁ, TCPMHHAJIBHBIC
IIOIICPCYHBIC ,Z[e(l)eKTLI najableB. MI3MeHeHUsT KOKHOTO PHUCYHKaA KHCTEH U CTOII

XapaKTCpPHbI AJIA MHOT'MX XPOMOCOMHBIX CUHIAPOMOB.

Illes. OcHOBHBIE IIPpU3HAKHU, HAa KOTOPLIC CIICAYCT O6paTI/ITB BHHUMAHHC, 5TO KOPOTKaA
e, KPbUJIOBUIHBIC CKIIAJIKH, KPHUBOIIICA, <<}Ka6epHBIC)) TOYKH (CI/IHYCBI - IICHHBIC

(bUCTYIIBI) U THMOMETATTHSI.

I'pyonas xnemxa. Ilpu uccrnenoBann HeoOXoAMMO oOpaiiaTh BHUMaHue Ha Gpopmy
TPYJHOM KJIETKH, ee pa3Mep (y3Kasi Tpy/Has KJIeTKa - MPOSBJICHUE CKEJIETHBIX

JUCIIIA31i ), TIepeIHUE TTOIMBIIICYHBIC CKIaKH, COCKH M 00JacTh CEp/Iia.

Ilo360H0unuK. AHOMATNH TEWHOTO OT/IeNIa MO3BOHOYHHUKA HAOIOJAIOTCS TIPH CHHIIPOME
lNonbaenxapa. Hapyiienue ocaHku, CKOJIMO3 BCTPEUAIOTCS TP AUCTLIIA3USAX

COEMHUTEIILHOM TKaHU, OCTEOIIOPO3E.



Tonyc u pegpnexcwi. Tsxkenas runOTOHUS 0€3 IPYTrUX NMPU3HAKOB MBIIIEYHOH cllabocTh
oOHapyxuBaetcs npu curapomax Jlayna, [lpanepa-Bumnu. 'unepronyc y

HOBOPOKJICHHBIX MOKET OBITh MPU3HAKOM psiJla CHHJIPOMOB, HaIpuMep DBap/ca.

Obcnedosanue pooumenei. Heo6xoaumo odcneoBaHre 000UX poauTene as
BBISIBJICHUS YePEITHO-INIIEBBIX aHOMAJIHMIA U IPYTHX MPU3HAKOB, HAOIIOMaeMBIX y
pebenka. HexoTopblie U3 3TUX MPHU3HAKOB MOTYT MPEICTABIISITh CEMEIHBIC BApUAHTHI
(Hanpumep, cMHO(PU3, BHICTYNAIOIIUNA HOC, MOHTOJIOUAHBIN pa3pe3 Ii1a3, HU3KO
MOCaXCHHBIE MM POTHUPOBAHHBIC YIITHBIE PAKOBUHBI), HO 3TO BO3MOXKHO, TOJIEKO KOT/a
OJIUH U3 POJUTEIIEH UMEET TaKOM ke MPHU3HAK, KaK y peOeHKa.

3ano/103pUTh HACIEOCMBEHHbIU CUHOPOM MOXCHO TIPU COOpE CEMEMHOr0 aHaMHe3a U
(dbeHoTHIIYeCKOM aHau3e. Bpad MoKeT mpenoI0KUTh TUarH03 METOI0M BHU3yaabHOU
JMAarHOCTUKHU C YIETOM HEKOTOPBIX KITFOUEBBIX MPHU3HAKOB. OCHOBHBIE CTIOCOOBI

JMAarHOCTUKY MEPEUUCIICHBI HUXKE.
CuHIpOMBI, KOTOPHIE MOKHO YCTAHOBUTH IIPU OCMOTPE:
» Kopuenuu nie Jlanre;

* «KOIIIAYbero Kpuka» (5p-);

CHARGE;

* Hayna;

* [laray;

* Bonbda-XupurxopHa;

* ['onpaenxapa.

Ceksennus [Ibepa PoOena xapakrepHa a5t CHHIPOMOB:
» 22011-nenenuu;

* Crukiepa;

* KaMIIOMEINYEeCKOMN AUCIUIa3uu;

* 11epedbpo-KOCTO-MaHAUOYIIPHON TUCIIIA3UH;
* TUacTpOUIECKON TUCIIIA3UN;

* (heTaJbHOTO ATKOTOJILHOTO;

* Tpuuepa-Komnunsa.

Pacmenunbl uiia, BepxHeit ry0Obl u (win) HEOa XapaKTEPHBI AJI1 CHHIPOMOB:



* Ilaray (pacuienuna ryosl 1 HEOA cpeAMHHAS );
* EEC (pacmienuna ryOsl u HEOA);

» Crukiepa (pacuienvuHa HEOA);

22011-mukponenenuu (paciiennaa HEOA);

* opodannoaUruTaIbHbIN (pacuienrHa ryosl 1 HEGa cpeJMHHas);
» Ban nep Byna (pacuienuna ryOsl v HEOA).
KpannocrHocTO3bI XapakTEpHbI AJIs1 CHHAPOMOB:

* Aniepa;

* Kpy3oHa.

AHOMaJIMM KOHEYHOCTEN XapaKTEepHBI JIIsl CHHIPOMOB:
* Aniepa;

* Kopuenuu nie Jlanre;

* DnBapjca;

« EEC;

* MO3aW4YHOW TPUCOMHUH 8.

['enuTanbHble aHOMAIMK XapaKTEPHBI:

* Ul KAMIIOMEITUYECKOM TUCIIIa3uu;

* 11 CHARGE cunapoma.

CkelneTHble TUCIUTa3UN XapaKTePHBbIL:

* JUIS aXOHJIPOILIA3UU;

* JUISl KAMIIOMEITUYECKON TUCIIIa3uu;

» Dmumca-Ban KpeBenbaa cunapoma;

* CTukIiepa CUHIpPOMA.

Llumozenemuuckuii, MONEKYIAPHO-YUMO2eHemuUyCcKull anaiu3. Bce HOBOPOKIEHHBIE C
MHOKECTBEHHBIMH TU3MOP(UAMHU JOIKHBI OBITH KapHOTUIHPOBaHbI. [Ipu3Hakwy,

MO3BOJISIFOIINUC TTOA03PCBATE XPOMOCOMHYTO IMATOJIOTHIO, BKIITFOYAKOT:

* CHMMETPHUYHYIO 33/Iep>)KKy BHYTPUYTPOOHOTO POCTa;



* TUIIOTOHMIO;
* MHOECTBEHHBIE IOPOKH PA3BUTHS,

* OCJIOKHEHHBIN aKyIIepCKO-THHEKOJOTUYECKUI aHaMHE3 U JIp.

OOBIYHO U1 XPOMOCOMHOTI'O aHAJIM3a UCTOJIb3YI0TCA TUM(POIUTHI IEpUPEepUIecKoi
KpoBHU. OIHaAKO MO3anYHbIE XPOMOCOMHBIE AHOMAJIUH, HAIIPUMEP MO3alyHasl TPUCOMHUS
8, MOT'YT MPEACTABIATh TPYIHOCTH JUIs ONIpeiesieHus: B TuMonuTax nepudepuyeckon
KpPOBH, TaK KaK aHOMaJbHbIE JJUHUH KJIIETOK B KPOBHU YacTO yTpauuBaroTcs. buoncus
KOXH MOXET ObITh O0Jiee yCHEeIHON AJIsl MOATBEPKACHUS MOAOOHBIX AUATHO30B, TaK KaK
KOXa - MEJUICHHO pacTyllasi TKaHb, 1 aHOMaJIbHbIE JIMHUH KJIETOK UMEIOT TEHCHIIUIO

MEPCUCTUPOBATH B KyJIbTYpe KOKHBIX (prOpoOIacToB.

Duroopecyenmuas cubpuousayus in situ. ParoopecuentHas rudpuauzanus in situ (FISH)
- MOJIEKYJISIpHAs [IATOr€HETHYECKask METOIMKA, HCITOJIb3yeMasi MPEK/IC BCETO IS
OTpeICIeHNsT MUKPOICIICIIUI XPOMOCOM, KOTOPbIE MOTYT OBITh MPOMYIIEHBI IPH
PYTHHHOM XpoMocoMHOM aHanu3e. FISH-ananu3 mokasaH Jist MOATBEPIKICHHS THArHO3a

cunapoma Jlexena, Bonsda-Xupmxopna, cuaapoma aenenuu 22q11 u ap.

Monexynapusie cenemuyeckue mecmol. JJHK-ananu3 nokaszan st AMarHOCTUKHU
MOHOT'€HHBIX CUHJIPOMOB, TaKUX Kak cCUHJIpombl Aniepa, Kpy3oHa, XoTsi MHOTHE

CUHAPOMBI MOT'YT OBITH JAUArHOCTUPOBAHBI KIIMHUYCCKH.

Penmeenoeckoe uccnedosanue. ViccnenoBanue ckeiaeTa y HOBOPOKICHHBIX TpeOyeTcs B
ClIy4asiX YKOpPOUYEHHsI KOHEUHOCTEH NMPpU aHTeHATAIbHOM CKaHUPOBAHUH U YKOPOUCHUH
KOHEYHOCTEH WM TUCTIPONIOPIIMOHAIEHOM CIIOXKEeHUU pedeHka. MccnenoBanue ckenera
MOKAa3aHO JIJIsl IOJITBEPKICHUS JMAarHO3a aXOHIPOIIa31H, KaMIIOMEITYeCKON
mucmiasuu, cuaapoma Crukiiepa u np. Cunapom Dmiuca-Ban-Kpesenbia moxeT ObITh
JMArHOCTHUPOBAH B HEOHATAIILHOM TIEPUOJIC Ha OCHOBE KIMHUUECKUX U
PEHTTEHOJIOTHYECKUX METOJIOB. PEHTIeHOIOrH4eCcKOe UCCIeIOBAaHNE CKEIETa MOXKET
OBITH TTOKa3aHO HEKOTOPHIM HOBOPOXKJIEHHBIM C cekBeHluel [Ibepa PobOena, Tak sxe kak
MIPH TSDKETBIX CKEJIETHBIX IUCIUIa3usix. PeHTreHorpamma uepena MoKeT ObITh
WCIIOJIb30BaHa JIIsl IOJTBEPKICHUSI KPAHUOCHHOCTO3a, CHHApoMa Arepa win Kpy3ona;
pEHTreHOorpaMMa IEHHOT0 OT/ENa MO3BOHOUYHHKA MTOKa3aHa HOBOPOXKACHHBIM C
MOA03PEHNEM Ha CUHAPOM [ osibieHXapa, Tak Kak aHOMaJIy MIEHHBIX MTO3BOHKOB -
BAXKHBIN MIPU3HAK ATOTO COCTOSIHUS, @ PEHTT€HOTpaMMa IPy/IHON KIIETKU MOXKET MOKa3aTh

OTCYTCTBUE T€HU BUIIOYKOBOH KeJe3bl Y HOBOPOKACHHBIX C CUHAPOMOM nenenuun 22q11.
Ixoxapouoepagus. Ilokazana BceM HOBOPOXKICHHBIM C IIIYMOM B CEp/IIIe,
XpOMOCOMHBIMHM aHOMaNUsiIMH, acconinanueit CHARGE, cunapomamu Diunca-
Ban-Kpesenbna u Kopaenuu ne Jlanre.



Vavmpa3zeykosoe ckxanuposanue nouex. I'uiponedpos MoKeT ObITh 0OHAPYKEH
y HOBOPOJKJIEHHBIX C MO3aUYHON TPUCOMHEN XPOMOCOMBI 8, TIOJIKOBOOOPa3HbIE
MOYKH - y TAMEHTOB C CHHAPOMOM DJBap/ica, MOIUKUCTO3 OYEK - MPHU
cunapomax Ilatay, Mekkens. AHOMaJIMK MIOYEK YaCTO BCTPEUYAKOTCA Y
MaIMEHTOB C CUHAPOMOM aenernuu 22ql1.

Ogmanvmonozuueckoe ucciedosanue. Katapakra, BBICOKasi CTEIIEHb MUOIIMH U
QHOMAJIUU CTEKJIOBHUJIHOTO TeJa C OTCIOUKOM CEeTYATKH MOT'YT OOHAPYKUBATHCS
B HEOHATAJILHOM IIEpUOJIE€ Y TALIUEHTOB ¢ cuHapoMoM Crukiepa.

Cnyxosoe mecmuposanue. Bce HoBopoxkaeHHble ¢ cuaapomamu CHARGE nu
Cruknepa 10JKHBI TOJABEPTaThCsl CIIYXOBOMY TECTUPOBAHUIO B HEOHATAILHOM
NEpUOLE.

Hccneoosarnue ummyHHOU cucmemsl TIOKA3aHO B HEOHATAJILHOM MEPHOJIE TIPU
cunapome naeneruu 22q11, npu koropom pyHkius T-KIeTOK A0JKHA OBITh
V3yUYCHa Mepe]l BaKIMHALIUEH.

KoHTpoJibHBIE BONIPOCHI K 3aHATHIO 5

1. JlekapcTBeHHBIE TEPATOTCHHBIE CUHAPOMBI C TOPAXKEHUEM 3yO0UYETIOCTHOTO
arnrapara.

2. duzndeckre U OMOJOTHYECKUE TepaTOreHHbIE (DaKTOPHI KaK MPUYHHBI
3y00YETIOCTHBIX aHOMAJTHH.

3. Mukpornpu3Haku 3y00UYETIOCTHBIX U YEPEITHO-TUIIEBBIX aHOMAaJTUI
MHOTO()aKTOPHOU IPUPOJIBI.

4, XapakTepucTtuka yepenHo-auieBbix BITP maorodgakTopHoit mpupoas.

5. DTanbl ¥ MEXaHW3Mbl SMOPUOHAILHOTO Pa3BUTHUS CTPYKTYP Yeperna U JIUIia.
6. CuHAPOMBI HETUITUYHBIX PACIIETUH JUIIA.

7. OcOOEHHOCTU KIIMHUYECKOW TUArHOCTUKHU YEPEIHO-TUIEBbIX aHOMAJIUH.

8. Ilonsitue o cexBenunu IIbepa PoGena.

9. MeToibl 1a00paTOPHON TUAarHOCTUKU YEPETTHO-TULEBbIX aHOMAJUH.

10. MeToapl TeHETUYECKON TUATHOCTUKU YEPEITHO-TUIIEBBIX aHOMAJHH.

11. Kapuec u mapoAOHTUT KaKk MHOTO(aKTOpHbIE 3a00seBaHus. Poib
FeHEeTUYECKUX U CPEAOBBIX (PAaKTOPOB B UX PA3BUTHUHU.



3ansTue 6. IPUHIIUIIBI IPO®UTIAKTUKHU
HACJIEJCTBEHHBIX CTOMATOJIOI' MYECKHUX
3ABOJIEBAHUN

[lenp 3aHATHA: OCBOCHHUE CTY/ICHTAMH MPUHIIUIIOB CIIEIIUATU3UPOBAHHOTO MEIUKO-
reHetuyeckoro koncynptupoBanus (MI'K) u npenaransnoit quarnoctuxu (I171)
BPOKJICHHOW U HACJEICTBEHHON NMATOJOTUU YENIIOCTHO-JINLIEBON 00JacTH U

3y0OUeTIOCTHBIX aHOMAJTH.

CTyeHT HOJKEH 3HATH

1. ITpunumns! opranuzanuu 1 3agauu MI'K.

2. [lokazanus s Hanpasienus Ha MI'K.

3. MeToauKy KOHCYJIbTUPOBAHUS U OLIEHKH FeHETHYECKOIro PUCKa.
4. Ocobennoctu cnenuanuupoBannoro MI'K.

5. OcHoBubie meTob! TT]1.

6. Ocobennoctu I1/] BpoxIeHHOH 1 HACTEACTBEHHON MAaTOJIOTUN YETFOCTHO-TUIEBON

0071aCTH 1 3y0OUETTIOCTHBIX aHOMAJTHH.
7. Dtnueckue ocHoBbl MI'K.

CTyneHT J0MKEeH YMETh

1. Onpenensats nmokazanus st MI'K.

2. Mlcionnb30BaTh HaBBIKK MC)KHpO(i)eCCI/IOHEUIBHOFO B3aMMOJCHCTBUS IIpHU OKa3aHHUH
HpO(l)HJIaKTI/I‘IeCKOfI IIOMOIIM IMaluCHTaM C BpO)KIIGHHOfI 1 HaCJIeACTBECHHOM

CTOMATOJIOTUUYECKOM MATOJOTHUEH U UX CEMbSIM.

3. OCYH.[CCTBJIHTB HpO(beCCI/IOHEUIBHYIO ACATCIIBHOCTD C YYCTOM MOPAJIBHBIX U ITPAaBOBLIX

HOpM, coOJII0/Iasi MpaBuiia BpaueOHOM STUKH, COXpaHssl BpauyeOHYIO TalfHy.

11. MEJUKO-TEHETMYECKOE KOHCYJIbTUPOBAHUE U ITPEHATAJIbHAA
JMATHOCTUKA

11.1. Meanko-reHeTH4eCcKOoe KOHCYJIbTUPOBAHHE

MIK - orpacnps npoduiakTudeckoid MeIUIIUHBI, HAPaBJICHHAs HA CHUKCHHE
KOJINYeCTBa reHeTH4Yeckl 00ycnoBieHHbIx 6one3nei u BIIP. [TosBienue reneTnueckoit
KOHCYJIBTALIMU KaK CAMOCTOSITENILHOTO yupekaeHus o0braHO cBsa3biBaioT ¢ S.C. Reed
(1947), onnaxo eme B 1934 r. pycckuit knuauuuct-uesponarosor C.H. JlaBuaeHkos

MIPOBOANI TEHETUYECKOE KOHCYIbTHPOBAHNUE U CPOPMYITHPOBATI OCHOBHBIE TIOJIOKECHHUS



M0 MCTOANKE KOHCYJIbTUPOBAHUSA ceMel ¢ HaCJICACTBCHHBIMHA 3a001eBaHUSIMH HepBHOfI
CHUCTCMBI. COBpeMeHHaH IFCHCTUYCCKAA KOHCYJIbTallusA IPHU3BaHa CIIYKUTbh NHTCPECaM

CEMBbH U OOIIlECTBA.

[lenp reHeTUYECKON KOHCYJIBTALUU - YCTAHOBJICHUE CTEIIEHU T€HETUYECKOT0 PUCKa B
o0crneyemMoil ceMbe U pa3bsICHEHUE CynpyraM B IOCTYIHOM opMe MEIUKO-
TE€HETHYECKOT 0 3aKJIFOUEHUS.

OnuH U3 NPUHIMIIOB MEAUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS - €70 HEAUPEKTUBHBIN
XapakTep, T.€. pelieHne Mo pe3ybTaraM KOHCYJIbTAINN IPUHUMAET CyIpyKecKas mapa
(o mmaHupoBaHUM OEPEMEHHOCTEH, X KOJIMYECTBE, UCMOJIH30BAHUHN METOJIOB
JTUArHOCTHUKH, B TOM YHUCJI€ MPEHATAIbHON U T€TEPO3UTOTHOTO HOCUTEIHCTBA), a 3a/1a4ya

IFCHCTHKA - TIOMOYb B 5TOM PCHICHHH.
33213‘11/1 MCIUKO-TCHECTUYCCKOT'O KOHCYJIIbTUPOBAHUA

1. PeTpo- 1 npoCieKTUBHOE KOHCYJIBTUPOBAHUE CeMEM 1 OOJIbHBIX C HACJIEICTBEHHOU

WJIY BPOXKJICHHOM MaTOJOTUEH.
2. [IpenaTanbHasi TMarHOCTUKA BPOXKJIEHHBIX U HACJIEJCTBEHHBIX 3a00JI€BaHUN.

3. ITomoip BpadyaM pa3jIMYHbIX CHELMAIbHOCTEN B MOCTAaHOBKE JUArHo3a 3360J’I€B3HHH,

CCJIK IJIs1 OTOTO Tpe6y1-OTC}I ClICOUaJbHBIC TCHCTHYCCKHNC MCTO/AbI UCCIICAOBAHMA.

4. O0ObsicHeHUE TAIUEHTY U €ro CEMbE B AOCTYNMHON opMe HH(OPMALIMK O CTETICHH

pUCKa UMCTb OO0JILHBIX JIETeH M OKa3aHME UM IIOMOIIY B IIPUHATHU PCHICHUA.

5. Benenue TeppuTOpUaIbHOTO PETUCTpa ceMelt U OOJBHBIX C HACTIEACTBEHHON U

BpO)K,Z[eHHOfI MaTOJIOTUEN U X JAUCITaHCCPHOC Ha6J'II-OI[eHI/IC.
6. HponaraHz[a MEJINKO-TEHETUUECKUX 3HAHUH Cpcau HACCIICHUA.

WNuaye roBops, OCHOBHas 3a/1aua TeHETUYECKON KOHCYIIBTAIIUHU - COCTABIICHUE
TeHETHUYECKOro MPOrHO3a B CEMbE MAIlMeHTa ¢ aHOMallnel (PU3HUecKoro, MCUXMUeCcKoro,
MIOJIOBOTO Pa3BUTHUS U BBIOOP MPOPHUIAKTHUECKUX MEPOIPUSATUH TIO MPEAYTIPEKICHUIO

posknieHust 60IbHOTO peOCHKA.

[Tokaszanus [1si HAMPaBIIEHUSI CEMbU HA MEAMKO-TEHETUYECKYIO KOHCYIIbTAIHIO
1. Cxonnbie 3a0601€BaHUs Y HECKOJIBKUX WICHOB CEMbH.

2. becrioHbIi Opak.

3. [IpuBbIYHOE HEBBIHAIIMBAHUE OEPEMEHHOCTEH, MEPTBOPOKICHHUS.

4. OrcraBanue peOEHKa B yMCTBEHHOM, (PU3NYECKOM H MOTOPHOM Pa3BUTHH.

5. BIIP y pebenka.



6. [lepBuunast ameHopes.

7. KpoBHOE pO/ICTBO CYNIpPYyTrOB.

8. YCcTaHOBJICHHBIN TUarHo3 HACIEICTBEHHOTO 3a00JI€BaHMsI B CEMBE.

9. COaancupoBaHHasi XPOMOCOMHAS TPAHCIIOKAINS Yy KOTO-THOO0 U3 YICHOB CEMBH.
10. Bo3spacr cynpyros crapmie 35 jer.

11. BosaeiicTBre «BpeAHbIX» (DAKTOPOB HA JKEHIIMHY BO BpeMsi O€peMEHHOCTH.

12. TloBbIIEHHBIA PUCK HACIEACTBEHHOMN MATOJIOTUHU 110 PE3yIbTaTaM MPEHATATHLHOTO

TFCHCTUYCCKOI0 CKpHUHHWHTIA.
13. BrisiBJIeHHE ATOJOTHH IIprU HCOHATAJIIBHOM I'CHCTHYCCKOM CKPHUHUWHIC.

MGHI/IKO-FCHCTI/I‘ICCKOC KOHCYJbTUPOBAHUEC OCYHICCTBIIACTCA B TPH OTaAIlla.

HCpBBIﬁ OTall - AMarHoCTHUKaA - YTOUHCHHEC UJIM ITOCTAHOBKA AMAarHo3a.

ToyHOCTh KIIMHUKO-TEHETHUECKOI0 JJMarHo3a - neppoovepeHas npoodiema
COBPEMEHHOMN T€HETUYECKON KOHCYIbTAllUU, MMOCKOJIbKY JUATHO3 TT03BOJISIET YCTAHOBUTD
CTENeHb T€HETUYECKOT0 pUCKa JIJIsl TOTOMCTBA U BBIOpaTh 3(PPEKTUBHBIN METOT
IpEeHATaIbHON (BHYTPUYTPOOHOI) JMATHOCTHKH, a TAKXKE PEIIUTh BOIIPOC O MY TAX
KOPPEKIIMHA HEKOTOPBIX BUJIOB HACJIEICTBEHHBIX 3a00JIeBaHM. Y CTaHOBJICHHUE
PaBWJIBHOTO KIIMHUYECKOTO IMAarHo3a TpedyeT UCIOJIb30BaHMs pa3HOOOpa3HbIX

METOJIOB KJIMHUYECKON JUArHOCTHKHU (J1abopaTOPHBIX, (DYHKIIMOHAIBHBIX).
Bropoii aTan - onpenenenue pucka poxxaeHusi 00JIbHOTO pebeHKa.

[Tox reHeTHueckuM puckoM nonumaercs BeposiTHoCcTh (0T 0 10 100%) BOZHUKHOBEHHUS
orpezieieHHOM aHoManuu (00JIe3HN) y caMoro mnaiueHTa (mpobaHnaa) Ui ero
poJicTBeHHUKOB. OOIIHI pUCK MPOSIBICHUS T€HETHUECKH 00YCIOBIEHHON aHOMAINH JIJIs
MOMYJIAINI €BpONeieB cocTaBiseT 3-5% (reHeTUUeCKuil rpy3), IOATOMY PHUCK,
KOTOPBIN HEe npeBbiaeT 5%, pacueHuBaeTcs kak Hu3kuil. ['enernueckuit puck 1o 10%
Ha3bIBACTCS MOBBIIIEHHBIM B JIETKOM cTeneHu, 10 20% - NOBBIIIEHHBIM B CPEIHEN

creneHu U cBbilie 20% - BBICOKUM.
Tperuii aTan - 3aKJI0YEHUE U PEKOMEHIAIUU CEMBE.

Ha »ToM sTane Bpau AOIKEH JaTh NMCbMEHHOE 3aKIIOUEHHUE O PUCKE POXKICHUS
00JIbHOTO peOeHKa U COOTBETCTBYIONIME peKoMeHaau. CocTaBiisisa 3aKII0OYeHHE, Bpad
JIOJDKEH YUUTBIBATh CTENEHb TSKECTH HACIEACTBEHHON MATOJIOTUH, BOZMOKHOCTD €€
KOPPEKIUH, BETUUYUHY PUCKA POKICHHUS OOJIHHOTO peOeHKA M MOPAIbHO-ITHYECKYTO

CTOPOHY BOIIpOCa.



[Ipu BBICOKOM pHCKE pOKJI€HUSI OOJIBHOr0O pedeHKa MPOTUBOIIOKA3aHUEM K
JETOPOKAECHUIO MOKHO CUUTATh CIy4yau CyOJIETaJbHBIX U JIETAJIbHBIX 3a00J€BaHUN;
TSKEJNBIX, [IJI0XO MOAIAIOLINXCS JICYEHUI0 MOHOTEHHBIX 00JI€3HEN; XPOMOCOMHBIX

CHUHJIPOMOB; TICUXHUYECKUX 3a00JICBaHUN.

OI[Ha M3 BAXXHBIX 3a/1a4 MCAUKO-TCHCTUYCCKOI'O KOHCYJIBTUPOBAHUSA - PA3BACHCHUC
CCMBC CYITHOCTH I'CHCTHUYCCKOI'O pHCKa 1 IMMOMOIIb B IPUHATHU PCUHICHUSA KAaK O

IIaHUPOBAaHWHN TOTOMCTBA, TaAK WU O IPOJIOHTalluN 6€pCMCHHOCTI/I.

UYro Kacaercs 4epernHo-JIULEBbIX TU3MOPPU, 3TO TOPOKU PA3BUTHUS, IPU KOTOPHIX
IIPOTHO3 JUIS KU3HU U 370POBbs IPUHIMIINAIBHO 3aBUCUT OT HAJIMYUS COYETAHHBIX
aHomanuii. [Ipu cBoeBpeMEeHHOM BBISBJICHUU IPYyObIX COUETAHHBIX MOPOKOB Pa3BUTHS, B
TOM YHCJI€ MATOJIOTMH XPOMOCOM, BhIHAILIUBAaHUE OEpEMEHHOCTH

CTaHOBUTCS Helleaecoo0pa3HbIM. 30a1MpoBaHHbIE YEPENHO-TULEBbIE IOPOKH, HE
CBsI3aHHbIC C (PU3MUECKON U YMCTBEHHOM 3aJIEP’KKON Pa3BUTHUSA, OTHOCATCS K

KypaOeiabHbIM (popMam NaToJIOTUH.

Ha 3akmrounTensHOM dTane MeIuKO-TeHETUYECKOT0 KOHCYJIbTUPOBAHMS Bpau-TCHETHK
JIOJKEH OLEHUTH NEPCIIEKTUBBI MpUMeHeHus U 3P pekTuBHOCTH MeTo0B [1/].
JlocTrkeHus: B 3TOM 00JaCTH MO3BOJISIOT IJIAHUPOBATH JETOPOKICHHUE B CEMBSIX C
BBICOKMM PUCKOM HaclieIoBaHUs Tskesol natojoruu (0ose3ns JlayHa u zip.), Tak Kak

9TH 3a00JIeBaHMS MOI'yT OBITH BBISIBJICHBI MCTOAaAMU HpeHaTaHBHOﬁ JUAardOCTHUKH.

Takum 06pa30M, BpauY-TCHCTHUK YUUTBIBACT HC CTOJILKO PHUCK POKIACHUA 00JILHOTO
pe6eHKa, CKOJIbKO KOHKPCTHYIO CUTYAaIHIO: FeHETUYCCKHUI PHUCK C YUCTOM TAKCCTU
TCUCHUA 6OJ'IC3HI/I, MMPOIOJIKUTCIIbBHOCTHU KU3HU, BO3MO>KHOCTEH JICUCHUS U
BHYTpI/IyTpO6HOI7I JUardaOCTHUKH. Bpa‘I'FeHeTI/IK, JaBasi 00BEKTHUBHOE 3aKJIFOYCHUC,
JOJI2KCH IIOMHUTDB, YTO He6J'IaF01'IpPI)ITHBII>i JJIA pOI[I/ITeJIeﬁ IIPOTrHO3 BCCTIa ObIBacT
HCHXOTpaBMOfI, IIOOTOMY MOCJICHUI ATall KOHCYJIbTAllUH PCKOMCHAYCTCA IIPOBOANUTDH
ucepes 3-6 Mec mocie YCTAHOBJICHUA AUAIHO3a C TCM, YTOOBI CYIIpYI'd MOI'JIN IIPHUHATH
B3BCHICHHOC PCIICHUC I10 PC3YJIbTaTaM MCIAUKO-TCHCTUYCCKOI'O KOHCYJIbTUPOBAHUA, 4 HC
B COCTOAHHNH SMOIHMOHAJIBHOI'O CTPECCA. HpI/I 6J'IaI‘01'IpI/ISITHOM IIPOrHO3¢C 3TOT CPOK
MOJXHO 3HAYUTCIIbHO COKPATHUTh.

11.2. IlpenaTtanbHas AMarHOCTUKA YEPETHO-TTULIEBBIX TOPOKOB PA3BUTHS

Pacmienunbt ryost 1 HEOA B 30% citydaeB MOTYT OBITH BBISIBIIEHBI BO BpEMSs
O6epeMeHHOCTH. TOYHOCTH IPEHATATLHON TUATHOCTUKU YEPEITHO-JIUIIEBBIX TTIOPOKOB
Pa3BUTHSI MPUHIIUTTHATHHO BIUSET HA TAKTHKY BEJICHUsI OEPEMEHHOCTH | TTO3BOJISIET

3apaHee TUIAHNPOBATh KBATU(UIIMPOBAHHYIO TOMOIIb HOBOPOXKJACHHOMY .

OCHOBHBIE METO/IbI TPEHATAIBHON IUATHOCTHKH YEPEITHO-TUIIEBBIX TU3MOPUii:



* YIBTPa3ByKOBOE HUCCIICIOBAHHUE;
* (perockonus;
* (peroamuuorpadusi.

YasTpasBykoBoe uccienoBanue mioaa (Y3U). Y3U - BeicokonH)OpMaTUBHBIN METOT
MPEHATaILHOTO CKPUHUHTA HA BBISIBJICHNUE YEPEITHO-JIUIIEBBIX TOPOKOB PA3BUTHSI.
UyBCTBUTENBHOCTH 3TOTO METO/Ia B OTHOIIICEHUU TAHHOMW MATOJIOTHU COCTAaBIIsIET Oosiee
71%.

VY bpTpa3BykoBas OlIEHKa CTPYKTYp JIMIIA [J10/1a JOJKHA OCYLIECTBISTHCS B
CKPUHUHTOBOM PEKUME BO BpeMsI POBEJCHUS BTOPOTO 0053aTE€IBHOTO

sxorpaduueckoro odciae0BaHus, T.€. Ha cpoke bepemenHocTH 20-24 Hen.

HaubGonee nnpopmaTuBHasi METOAMKA IPEHATATBLHON YIbTPa3BYKOBOM TMAarHOCTUKU
YeperHO-JMIEBbIX TU3MOPPUI - MyJIbTUIUIOCKOCTHOE CKAHUPOBAHUE CTPYKTYp JUIA
1072 BO (PpOHTANIBHON, TOPU3OHTAIBLHON U CArUTTAILHOM TUIOCKOCTSX. D(P(HEKTUBHOCTD

MIPUMEHEHHUs 3TOU MeTouKH cocTasiseT 100%.

Jliis obecrieueHust BHICOKOW TOYHOCTH MPEHATAIbHON yJIbTPAa3BYKOBOW JHMATHOCTHKHU
YeperHO-JIMIEBbIX TOPOKOB HEOOXOAUMO HapSIAy C U3yUYEHHUEM CTAaHAAPTHOTO CEUEHUs
Yyepe3 HOCOTyOHBIN TPEeyTroJIbHUK UCIOJIb30BAaTh CAarUTTAIbHOE CKAHUPOBAHUE C LIETBIO
UCKJTIOYEHHS XOTrpauyecKoro Npru3HaKa «BBIIIYNBAHUS BEPXHEH YEIIOCTH U
TOPU30HTANIBHYIO IJIOCKOCTh HA YPOBHE BepXHEH T'yObl U HEOA TSI TOTYUYEHUS

U300paKeHUsI HOCOIyOHOT'O TPEYTOJIbHUKA.

UYepenHo-nuieBble MOPOKH pa3BUTHS, IUarHOCTUPOBAHHBIE B IPEHATAILHOM MIEPUOJIE, B
57% ciydaeB codeTaroTcs ¢ IpyruMu nopokamu. Cpenn coueTaHHbIX OpokoB B 30%
cily4aeB HaOIIOAI0TCs MOPOKU Cep/illa U IIEHTPaIbHOM HEPBHOM CUCTEMBI. Y KaXKJIOTO
MSTOTO TUIOJA C YEPETTHO-JIUIIEBON PACIIETUHON BBISBIISIETCS aHOMAJIbHBIN KapUOTHII.
Nmenno nostomy kpome Y3U 1mioga He0OX0AMMO MPOBEACHHUE NMPEHATAIBHOTO
KapUOTHUITMPOBAHUS IS UCKITIOUEHUSI XPOMOCOMHBIX J€(EKTOB.

®etockonus. [IpoBoauTcst Mo KOHTPOJIEM yibTpa3Byka Ha 16-22-i1 Henene
OepeMeHHOCTH MPpU ToMoIITH cendockona. JlaHHas METOIMKA MO3BOJSET YBUAETD JUIIO
IJI0/1a U MIPU paclieIMHe NPEIJIOKUTh CEMbE MIPUHATH PEUICHUU O MPOJIOHTUPOBAHUU

WJIM TIPEPBhIBAHUH OEPEMEHHOCTH.

®etoamuuorpadus. [IpoBonsat Ha cpokax 6epemennoctu 20-36 nen. [log koHTpOIIEM
VY3U ocymiecTBISIOT TpaHCAOIOMIUHAILHBIN aMHHUOIIEHTE3, U B COCY/IbI TJTAIICHTHI BBOJIST
pacTBOp PEHTTE€HOKOHTPACTHOIO BEllecTBa (MUOAWII® I aMU0TPU30aT HaTpusi). B
MPOLIECCE PEHTTEHOJIOTUYECKOT0 UCCIIEIOBAHUS IIPU PACILETMHE OTCYTCTBYET CMbIKAHUE
KOHIIEBBIX YYaCTKOB KOHTPACTUPOBAHHBIX COCY/IOB Jiniia mioga. O6a meromia



MIPUMEHSIOTCS TOJIBKO MPH BBICOKOM PUCKE POKJIEHUS peOEHKA ¢ pacIlleIMHON ryObl 1

HEOA B COYETAHUU C TAKUMHU aHOMAIMSIMU, KaK OJIUTOQPEHUS U Jp.

B tex cimydasx, korga 1uarHo3 pacuieIMHbI ML IIOCTABIICH 10 POJAOB U IIyTEM
KOMILUIEKCHOI'0 00CIIe10BaHus IU10/1a MCKJIFOUEHA COYETaHHAsl aHATOMHYECKasl U
XpOMOCOMHasl NaTOJIOTHs, MTEpPe]l CEMbel HEn30€KHO BCTAET BOIIPOC: UTO JIeNaTh? DTO
Kkpaiine cnoxubsii 111 MI'K Bonpoc, mockosbKy npobiieMa coXpaHeHHs! WK MTpepbIBaHUS
OepeMEeHHOCTH NPU JAHHBIX MOPOKAX HE CTOJIBKO MEJAUILIMHCKAS, CKOJIBKO COLMalIbHAS U

¢uHaHCOBAsI.

PekoMeHys ceMbe MPOJIOHTUPOBaHUE OEPEMEHHOCTH MPU U30JIMPOBAHHOW pacillesIuHe,
HE clielyeT 3a0bIBaTh, YTO KOPPEKLIMS KOCTHOTO AeeKTa mociie poxkACHUs, KaK IPaBuiIo,
MIPOBOJUTCS B HECKOJIBKO 3TAIlOB B TEUEHHE HECKONIbKUX JieT. Kpome Toro, cnemyer
MMOMHHUTB O BO3MOXKHBIX MaTepUANIbHBIX 3aTpaTax Ha miacTudeckue oneparuu. [Tpu MI'K
HY’KHO OY€Hb MOJIPOOHO OOBSICHUTH CYIIpyraM, ¢ KaKUMHU MPOOIeMaMH OHU CTOJIKHYTCS
YK€ B MEPBbIE TO/IbI )KU3HU peOeHKa. PeOeHOK, pOKICHHBIN ¢ ATON MaTOJIOTUEH, HEe
CIOCOOEH co3/1aBaTh BHYTPUPOTOBOE OTPUIIATEILHOE AABJICHHUE, OH HE MOXKET
MOJIHOIIEHHO KOPMUTBCS TPYAbIO U, CIEA0BATEIHHO, HE MOKET HOpMaJIbHO HAOUpaTh
maccy tena. Kpome Toro, npu 3aTpyJTHEHHOM IJIOTaHUU POUCXOIUT BBIOPOC MUIIH
yepe3 Hoc. M3-3a mpsiMoro cooOleHus MoJIOCTH pTa U MOJIOCTH HOCA MOCTYMAIOIIHNMA B
OpraHu3M BO3/yX HE YBIIQXHSETCS, HE COIpeBaeTcs U, Kak CIeACTBUE, IPUCOETUHSACTCS
BTOpUYHAsl UH(EKIIHS, BOSHUKAIOT BOCHAIMUTEIbHBIC SBJICHUS B JIBIXaTEIbHBIX Ty TAX
HOBOpoOkaeHHOTO0. JIOP-0pranb! Tak:ke BOBJICUYEHBI B IIPOIIECC BOCTIAJICHUS U KaK
BTOPUYHOE OCJIOKHEHHUE Pa3BUBAIOTCS OTUT, MACTOMAUT U JPYyTasi MaTOJIOTHUS CO
CTOPOHBI CPEJTHETO U BHYTPEHHETO yXa.

[Tonnas undopmarus s ceMbU OYE€Hb Ba)KHA, TaK KaK MOXKET ITOMOYb B OLIEHKE
MacmTaboB MPeICTOsIIeH METUITMHCKON TTOMOIIIN peOeHKY, 3apaHee BEIOpaTh
MEUIIMHCKOE YUPEKICHHUE U JTAXKe ONPEIeTICHHBIX Bpaueii-CrielnaaIucToB JIIs
KOPpEKINH UMEroIuXcst HapytieHuil. B koneunom utore MI'K okonvarensHoe pemieHue

0 cyap0e OepeMEeHHOCTH JIOJKHBI IPUHUMATh CYTIPYTH.
11.3. DTruyeckrie BOIpOChl MEAUKO-TEHETUUECKOTO0 KOHCYJIbTUPOBAHUS

B pabote Bpaya, mpoBOASIIETO MEIUKO-TEHETUUECKYIO KOHCYJIBTAIUIO, BCTPEUAIOTCS
OOJIBIITNE TPYAHOCTH MICUXOJIOTHYECKOTO XapakTepa. 3a/jaua Bpaya-reHETHKA -
pa3bACHEHUE MAUEHTAM CYTH MOCTABJIECHHOTO IMAarHO03a U BEPOSITHOCTH POXKJICHUS B
cembe pedeHka ¢ mo100HoH naTonorueil. Bee ganbHelnme aeicTBYs MPeIPUHUMAIOTCS
CaMHMMHU IMAIMEHTAMU Ha OCHOBAHUH TE€X PELICHUM, KOTOPBIE OHU ITPUHSUIIN MOCIIE

koHcynpTauuu. [Ipu MI'K ects psax TpyaHOCTEH MOPAJIbHO-DTUYECKOTO XapaKkTepa:



* BMEILATEILCTBO B CEMEWHYIO TaliHy (BO3HUKAET MPU COOPE NAHHBIX JJIs1 TOCTPOECHUS
POIOCIIOBHBIX, ITPU BBIBJICHUM HOCUTEJIEH ITATOJIOTUYECKOIO I'€Ha, ITPU HECOBIIAICHUN
MACIOPTHOTO ¥ OMOJIOTMYECKOr0 OTLOBCTBA; IPOOIEMa pa3pelaeTcsi KOPPEKTHBIM

OTHOIIEHHEM Bpaya K MalHeHTY);

* OTBETCTBEHHOCTH Bpaya-T€HETHKA B CIIydae MOMOIIU KOHCYJIbTUPYIOIINUMCS Ha
OCHOBAHHUHU BEPOSTHOCTHOTO MPOTHO3a (HEOOXOIUMO, UTOOBI MAIIMEHT MPABUIBLHO TTOHSIT
MEJIMKO-TEHETUYECKYI0 HH(POPMAIINI0, KOHCYJIBTAHT HE IOJDKEH JaBaTh KATETOPUUECKUX

COBETOB; OKOHUYATEIHHOE PEIICHUE MPUHUMAIOT CaMH KOHCYJIbTUPYIOIIUECS ).

BonbHbIe ¢ HacIeACTBEHHBIMU 3a00JI€BAHUSIMU U UX CEMBU - OOJIbIIAs TPYIINa
HACEJICHHMSI, 10 OTHOIICHHUIO K KOTOPOH €CTh MHOTO 3TUYECKUX BOIPOCOB, CBSI3aHHBIX C
BpauyeOHOI moMoIbio. Bee aneMeHThl BpaueOHOM TEOHTOIOTMH U 00I1IeYeI0BEeYeCKO
Mopasid, chopMyTUPOBAHHBIE CO BpeMEH [ UImokpaTa, OCTal0TCs B CUJIE U ceuac Jist
3TOU TpymIbl 00JBHBIX. OHAKO CBOCOOPA3HBIN XapaKTep TEUCHHS OOJIBIIMHCTBA
HACJIEJICTBEHHBIX 00JIE3HEH, a UMEHHO MX «TOKU3HEHHOCTHY, «IIPOTPETUECHTHOCTHY,
«TSHKECThY» M OCOOEHHO MX Mepeada OT MOKOJICHUS K TTOKOJICHUIO CTaBsIT Mepe]l BpayaMu
1 00111eCTBOM crieIU(PUUECKUE ITUIECKHE BOMIPOCHI.

[TockoabKy MEIUIIMHCKAsI T€HETHKA UMEET JIEJI0 ¢ OOJIbHBIM YEJIOBEKOM MJIH €r0 CEMbEH,
OHa JIOJDKHA OMUPATHCS Ha BBIPAOOTaHHBIC M YK€ MTPOBEPEHHBIC BEKaMU MTPUHITUTIBI
MEUITMHCKON TeoHToIoruH. OHAKO B COBPEMEHHBIX YCIOBUSIX 3TOTO HEJIOCTATOYHO,
MOTOMY YTO BO3HUKAIOT HOBBIE BOIIPOCH B OMOATHKE MO CPABHEHUIO C MEAUITUHCKON

ATUKOM 10 (0] (21 37410) 0087017} 00CTOATEILCTBAM:

¢ MAaCCOBO BHCAPAIOTCA NPUHIOUIINAJIbHO HOBBIC MCIUIIMHCKHUC U TCHCTUYCCKHC
TCXHOJIOTHH (I/ICKYCCTBGHHOG OINIOAOTBOPCHUC, CYPPOraTHOC MAaTCPUHCTBO,

I[IpCHaTaJIbHadA JUAIrHOCTUKA, TCHCTHUYCCKOC TCCTUPOBAHUC JOHOPA, FeHOTepaHHH);

¢* MCAUKO-TCHCTHUYCCKAA ITOMOIIb U I'CHCTUYCCKUC TCXHOJOINH ITPOIrpeCCUBHO

KOMMEPLUUAIA3ZUPYIOTCS;
* TMOSBISIIOTCS HOBbIE (JOPMBI B3aUMOOTHOIIICHUH Bpaya U MalueHTa;
* CO3/al0TCs OOIIECTBA MAIMEHTOB U UX POJIUTENCH;

* TpeOyeTcsi ITHUECKOe U MPAaBOBOE PETYIMPOBAHNE HAYYHBIX UCCIEIOBAHUM, UX

HAIPaBJICHUA U UTOTOB, TTOCKOJIBKY OHM 3aTParuBalOT UHTEPECH OOIIECTRA.

BoapIMMHCTBO ATHYECKUX BOITPOCOB COBPEMEHHOM T€HETUKH YEJIOBEKA MOTYT OBITh

PEIICHBI B PAMKaX YEThIPEX MPUHITUTIOB OMOITHUKHU:
* «Juenai 0jaroy,;

¢ «HC HaABpPCIAN»,



¢® ABTOHOMUS JIMYHOCTH,

¢ CIPpaBCAJIMBOCTDL U TPECX STHUYCCKUX ITPABUJI B3aMMOOTHOIIICHUMN MCOULIMHCKHUX

PaOOTHHUKOB U MAIIMEHTOB:

* IPaBJIUBOCTH;

* KOH(UICHIIUATBHOCTb;

* UH(OPMHUPOBAHHOE COTJIACHE.

[Tpunnun «aemnait 61aro» U3MEHsJICS B MEIUIIMHCKOM TeHeTHKe Ha npoTskeHun 100 et
B 3aBUCUMOCTH OT MOPaJIbHBIX MPUHIUMIIOB O0IIECTBA U MTPOrpecca FreHeTHUYECKUX
3HaHui. CoOunroas NPUHIMN «JIenai 61aro», He BO BCEX CIy4yasx MOXKHO ONPEIEIHTD,
KOMY MPUHAJIEKUT MPaBO peliaTh, YTo OJaro AJis MalyeHTa, a yTo 01aro Ajs ero
cembu. Panbliie Takoe MpaBo NpUHAAIEKAIO Bpauy-TeHETUKY (HanpuMep, AMPEKTUBHOE
KOHCYJIbTUPOBaHUE CUUTATIOCh HOPMOI), HO COBPEMEHHAas MOPaJlb MPUHIIUITHAIBHO
n3MeHusa cutyanuto. [TanneHt BMecTe ¢ ceMbeil MPUHUMAET pellieHre, a HeIUPEKTUBHOE
KOHCYJIbTUPOBaHUE CUUTAETCS HOPMOM pabOThI Bpaya-reHETHKA.

[IpuHIMI «HE HABpeAW» 3alpeIlaeT OCYIECTBISATh UCCIEI0BATEIBCKUE U
TepaneBTUYECKHUE JeHCTBUSI, KOTOPbIE HECYT HEONPABJAHHbIN PUCK HEOIAronpusATHBIX

IIOCJIEACTBUHM I MallEeHTA.

HpI/IHHI/IH ABTOHOMMWHU JIMYHOCTHU - IIPU3HAHUC CBO6OI[I>I N JOCTOMHCTBA ITalITUCHTOB. Onu

YBAKAKOTCA KaK «COOCTBEHHHUKW» CBOCH JKM3HU U 300POBbA.

[TpuHIMN cipaBeUTMBOCTH YYUTHIBAET PABHYIO TOCTYITHOCTH PECYPCOB MEIUKO-
TeHEeTHYECKON TTOMOIIHM Yepe3 CUCTEMY FOCYAapCTBEHHOTO 3/IPaBOOXPAHEHHs, C OJTHOM
CTOPOHBI, 1 MOPAJIbHYIO OIIPABJAaHHOCTh HEPABEHCTBA YPOBHS MEIMKO-T€HETHUECKOM
MTOMOIIY B YACTHOM CEKTOPE 3/I[PaBOOXPAaHEHUsI, 00YCIOBIEHHOTO PHIHOYHBIMU
OTHONICHUSIMH, - C APyToi. Peanuzaius 3TuX ABYX MOJIXOJ0B B YHUCTOM BHUJE OKa3aJlach
HEeBO3MOXHOMU. Ceifuac UeT MOUCK ONTHUMAIILHOTO COYeTaHUsI 00euX MoJenen

MIPUMEHEHHNS] IPUHLIMIIA CIIPABEIMBOCTH.
Hapsiay ¢ 4eTbIpbMsi IPUHIIUTIAMU COBPEMEHHON OMOATUKHU BBIICTISIIOT €IIIe TPU MpaBuUIa.

[IepBoe mpaBuIIO - MPABUIIO CIPABEIIMBOCTH. MOpAJIbHBIN J0JT Bpaya U YYEHOIO

00s13pIBa€T TOBOPUTH MPABJIY MAIIHCHTAM.

Bropoe npasuiio - mpaBuiio KoHpuACHIHANBHOCTH. HanpumMep, MOXKET JIi HalueHT
MOJYYUTHh MH(POPMALIMIO OT Bpadya O TeHETUYECKOM 3710POBbE CBOMX POJICTBEHHUKOB,
€CJIM OHU Ha 3TO HE COIJIACHBI, a POJCTBEHHUKH - O TEHETUYECKOM JIMarHo3e rnanueHTa’?
W B TOM 1 B IpyroM cirydae 3TO MOKET 3aTparuBaTh MOPAJIbHbBIE HHTEPECHI KaXA0U

CTOpPOHBI.



Tpetrbe npaBuio - NpaBuiIo HHPOPMUPOBAHHOTO coraacusi. OHO BO MHOTOM YK€ BOILJIO
B [IPAaBOBBIE U IOPUIANYECKHE HOPMBI, PErIaMEHTUPYIOLIUE TIPOBEACHUE MEIULIMHCKUX
UCIBITAHUN, BMelaTenbCTB. JItoboe reHeTnueckoe o0cae10BaHue JOIKHO TPOBOJUTHCS
C corJiacus MalKueHTa Wik €ro poJICTBEHHUKOB Ha OCHOBE JI0CTaTOYHOU MH(OpMaIui,

BBIpQKEHHOM B IOHSATHOM (hopMme.

OpHako cieayeT UMETh B BUY, YTO HE BCE MPUHIIMIIBI U TIPaBUia OMOITUKUA MOTYT ObITh
MPUMEHEHBI a0COIIOTHO TOYHO U 0JIHO3HA4YHO. Kaxkias curyanus tpedyet
VHJMBHUYyaJIbHON OLICHKU. /{151 NpUHATHS pelIeHUs Bpayy B CJIOXKHBIX CIIy4asiX
TpeOyeTcs MoIepKKa WK 3aKIT0YEHHE 3TUYECKOTO KOMUTETA MPU yUPEKICHUU.

KoHTponbHBIE BONPOCHI K 3aHATUIO 6

1. MGZ[I/IKO-FCHCTI/I'-ICCKOG KOHCYJIbTUPOBAHHEC KaK BU/I CHGIII/IaHPISPIpOBaHHOﬁ

MEIUIIMHCKOHN TTOMOIIIH.

2. llenu MT'K.

3. pununse: MI'K.

4. 3anaun MI'K.

5. IMokazauus s MI'K.

6. Oransr MI'K.

7. Bo3amoxxHOCTH pa3HbIX MeToA0B [1]] mpu pasnuyHbIX YepemHO-IUIIEBBIX aHOMAJTHUSX.

8. Otnueckue Bonpockt MI'K.
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