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CIIMCOK COKPAIIEHUI

AAo0 — aTpesus aopThI

Ao — aopta

ABK— aTproBeHTpUKYISIpHBIN KaHa, ToJHas ¢popma
AJl — apTepuanbHOE J1aBJICHUE

BIIC — BpoX/1€HHBIN HOPOK cep/iia

['JIOC — cuBApOM THNOIIA3UH JEBBIX OTAEIOB CEpALA
JAMXKIT— nedext Mexokeny104KOBOM MEPeropoaKu
JAMIIIT— nedext MexmpencepIHoi eperopoaku
JAOMA IDK — nBOMHOE OTXOXIEHUE MAarucTpPajabHbIX apTEPU OT MPABOIoO
KEITy10uKa

KoA — xoapkranus aopTsl

EXK — eTMHCTBEHHBIN KEITyA0UEK

JIA — nerounas aprepus

MBIIP — MHOX€CTBEHHBIE BPOXKIACHHBIE IOPOKU PA3BUTUSA
MI'K — MenuKo-reHeTH4E€CKOE KOHCYIbTUPOBAHKE
OAII— OTKpBITHIN apTepUATIbHBIN TPOTOK

OAC — o6mwmii apTepraibHbIi CTBOJ

[1/] — npeHaTtanbHas AUarHOCTUKA

DK — mpaBb1it Keny1o4ex

CJIA — cTeHO03 eroYHon apTepun

CCC — cepaeuHo cocyaucras cucteMa

TK — TpukycnuaanpHbIi KialaH

TMC — TpaHCHO3UIMS MATUCTPAIIbHBIX COCYIOB

T® — Terpana auio

Ox0KI" — s3xokapauorpadus

FISH — ¢myopecnienTHas in situ THOpuIU3aIms



BBEJAEHUE

Bpoxnennsie nopoku cepaua (BIIC) npuBnekaroT npucTalibHOE BHUMAaHHUE
uccrenoBaresed BO BCEM MHUpPE B CBSI3M C PaclHpOCTPAHEHHOCTBIO, BBICOKOU
JIETANbHOCTHIO, HEOOXOIUMOCTBIO MPOBEJICHUS TOPOTOCTOSIIETO XUPYPTUUECKOTO
nedyeHusi. Hapsany ¢ H3BECTHBIMH CpPEOBBIMHM M MATEPUHCKUMH (PaKTOpamH,
dbopmupoBanue BIIC MoxeT ObITh 00YCIIOBIEHO T'€HETHYECKUMHU NMPUYUHAMU —
TE€HHBIMU U XPOMOCOMHBIMH MYTAIUSIMH.

[lo pmamHbIM  MupoBoil  smrepaTypbl 4acrota BIIC, crpykrypa
AHATOMHUYECKUX BaPUAHTOB M KIMHUYECKUE UCXO/bI B pa3HbIX IPYIIIAX NAUEHTOB
IIMPOKO BapbUPYIOT. B MONYJISIIMOHHBIX HCCIEAOBAHMIX PACHPOCTPAHEHHOCTH
BIIC cocraBuna 8-10 cnydaeB Ha 1000 xxuBOpoX)ACHHBIX; BpoxkaeHHas maTojorus
CEPIIEYHO-COCYIUCTON CUCTEMBI sABJIsIeTCS NpUUnHOM 40% NepUHATAIIBHBIX OTEPh
Y IPUBOJIUT K JIETAIbHOMY UCXO/y Ha MEPBOM oAy *Ku3HH: 29% KUBOPOKIECHHBIX
c BIIC ymupaer B mepByl Heaenmto ku3HH, okojio 40% - B TedeHHE MEPBOTO
Mecsta, a 40-87% MiaieHIeB He JOXKHUBAIOT JI0 O HOro roja [1].

Bricokue nokazarenu cmeptHocTH fereit ot BIIC, kak B benapycu, Tak u Bo
BCEM MHpE, B ONPENEICHHOM Mepe CBsA3aHbl C TPYIHOCTAMH IPEHATAIbHOU
JUArHOCTUKH JTUX TOPOKOB. B cpemHeM B pa3HbIXx cTpaHax 3(@PEeKTUBHOCTH
npeHaTanbHOU dxokapauorpaduu (3xoKI') mpu muarHoctuxe BIIC Ha mepBom
ypoBHE cKkpuHUHTa He npeBbimaeT 30%. B To ke BpeMs, IIpu yCIOBUU TPOBEACHUS
CKpUHMHIOBBIX Y3 HCCIENOBAaHUM B LEHTPAax MPEHATAIbHON JIHATHOCTHKU
qyBCcTBUTEIBHOCTB 3XOKI™ MoxeT mocturath 80% [16].

B Pecnybnuke benmapych npoBOAMTCS CKPHUHMHIOBOE Y3 HCCIEIOBAHHE
CEPIIEYHO-COCYAUCTON CUCTEMBI IJI0JA, I[P 3TOM OCHOBHOE BHUMAHUE Y EIAETCA
OepeMeHHBIM TPYII PUCKA, B MEPBYIO OYEpeab MO XPOMOCOMHOM MAaTOJIOTUU
miona. B HacTosimee BpeMs yIbTpa3BYKOBOM CKpUHMHT B oTHomeHun BIIC
HY)KJIaeTcd B YJYUYUIEHUU E€IUHOTO TOJX0J]ld, KOTOPbIA TMO3BOJMT IOBBICUTH
3¢ (PEeKTUBHOCTH AMATHOCTUKH KapIMOJIOTMYECKOM NaTOJOTHHU Y TUI0AA.

B cBsa3u ¢ 3THM, BaXKHOU 3a1a4ey ABJSAECTCA BBIACICHUE TUArHOCTUYECKUX
KpuTepues s Hanbosee yacTeix GpopMm BIIC, acconmnpoBaHHBIX ¢ XPOMOCOMHOM
MaToJIOTHEe M pa3paboTka y4eOHO-METOAMYECKOTO MOCOOUS C MPAKTUYECKUM

PYKOBOJICTBOM I10 TIpOBeIeHNI0 eTanbHON dX0KT .



KIACCU®PUKALIUA BPOKJIEHHBIX IIOPOKOB CEPAIIA

BIIC — »10 aHomamuu MOPQOJOTUYECKOrO0 pa3BUTHUS cepAla, €ro
KJIAIIAHHOTO ammapara U MaruCTPaJIbHBIX COCYZOB, BO3HUKAIOIINWE Ha 2-8 Henele
BHYTPUYTPOOHOTO pPa3BUTHUsS BCIEACTBUE HAPYIICHHS dMOpHOreHe3a (HapylieHue
MUTpAllMd ME3CHXUMAJIbHOW TKaHU W CEpPACYHOM TIeMOJUHAMHKHU, MAaTOJIOTHUS
AKCTPACILTIONIIPHOTO MaTpUKca). DTH JOePEKThl MOTYT BCTPEUAThCS C pa3HOU
Y4acTOTOM, KaK M30JIMPOBAHHO, TAK U B COYETAHUU JIPYyT ¢ Apyrom. Ilpu Hanuuuu
oJIHOTO JedeKTa cep/la ero OoleHUBAIT Kak MPOCTON MOPOK (Hampumep, nedexT
MEAOKEITYJJOUYKOBOM  MEperopojkKd,  KOapKTalus  aopThl), B  cllydae
JIOTIOJTHUTENbHBIX KapJIMOJIOTHYECKUX Je(EeKTOB — KakK CIOXKHBIN (Hampumep,
TPAHCIIO3UIMSA MATrUCTPAIbHBIX COCYJOB B COYETAHUM C E€IUHCTBEHHBIM
KEJTYJI0YKOM, CTEHO3 aopThl B COYETAaHWU C cenTajibHbIMU jAedextamu). Ha
CErOJIHSIIHUYN AeHb onucaHo Oosiee 90 anatomuyeckux BapuanToB BIIC u okono
200 pa3nuyHBIX UX COYETAHUM.

Uszonuposannvie  dopmbl  BIIC  xapakTepu3yroTcs  OTCYTCTBHEM
AKCTpAaKapAuadbHOM TMATOJOTHMH, accolMalus T[OpOKa ceplaua ¢ JApYyruMu
AHOMAJIMSIMU Pa3BUTUS W/ WM YMCTBEHHOM OTCTaJOCThIO paccMaTpHUBAETCs Kak
HeKNACCUUYUPOBarHsvlll KOMILIEKC MHOXKECTBEHHBIX BpOXKJICHHBIX TOPOKOB
paszButus (MBIIP) nu6o eenemuueckuti cunopom MBIIP ¢ BIIC.

[Mogxoner k cucremaruzauuu BIIC pasnooOpasnbl. B kamHUYECKUX LEAX
HCIIONB3YeTCs KiIacCu(PUKalus Mo aHaTOMUYECKOMY MPUHIUIY - B 3aBUCUMOCTHU
oT cOpoca KpOBH, HEIOCTATOYHOCTh KJIalmaHOB, OOCTPYKTHBHBIE TOPOKH,
aHOMAJIMK PACIIONIOKEHHSI Cep/lla U MarucTpaibHbIX cocynoB [4,3]. M3BecTHa
KJaccu(pukanusg Mo MaTOreHEeTHYECKUM MexaHu3MaMm (OpMHUpPOBaHUS Ne(PEKTOB
cepaeuno cocyauctoii cuctemsl (CCC). [2].

B Hacrtosiiiee Bpemsi mpuHSITA HOMEHKJIATypa, KOTOpasi OCHOBBIBACTCS Ha
NureprnanmonansHom Cratuctuueckom Kiaccudukannonnom koje st 1eexToB
cepana. B mnpeHaTanbHON JUArHOCTUKE BPOXKICHHBIX  KapAMOJOTHYECKUX
aHOMaJIMK pa3BUTHS UcnoJib3yercsa kinaccuukanus BIIC nmo naTorenernyeckoMmy
NPU3HAKY, COCTOsAIIas U3 8 kareropuii [14]

1. JleoctoponH#ue neheKThl: CHHIPOM THIOIUIA3UH JIEBBIX OT/AEIOB CepIia
(I'JIOC), arpesus aoptsl (AA0) ¢ MUTpaTbHOU aTpe3uelt wiu 6e3 Hee, CTeHO3 Ao,
koapkrauus Ao (KoA) c medexrom MexoxenygoukoBou neperopoaxu (JIMXKIT)
uim 0e3 Hero.

2. IIpaBocTopoHHUE nedekThl: arpe3ust TpukycnuaaibHoro kinamnaHa (TK),
mucrnasus TK, anomanuu D0mreitHa u Yis, atpe3us jgerounoi aprepuu (JIA) c
JIMOKII i 6e3 Hero, ctenos JIA.



3. CenranbHble AedeKTsl: nedeKT Mexnpencepanoi neperopoaxu (JAMIII),
JIMIKTI, arpuoBenTpukyispHbii kaHai (ABK) ¢ HopmManbHBIM cCUTyCOM.

4. AHOManuu BBIXOJHBIX TPAKTOB: TPAHCHO3UIIMS MaruCTpadbHbIX apTEepUid
(TMA) ¢ JAMXII wumm 0Ge3 wHero, oOumii aprepuanbubii ctBoil (OAC),
eauHCTBEHHBIN xemynouek (EXX), ABoitHOE OTX0KI€HNE MarucTpaibHbIX apTEPHid
u3 npasoro xkenyaouka (JJOMA ITXK), terpana @anno (TD) ¢ arpesueii JIA unu
0e3 Hee U CHHAPOMOM OTCYTCTBHSI JISTOYHOTO KJIamaHa.

5. AHOMamuu Jarepajiu3alyy: H30MEpU3M IMPABOrO WA  JIEBOTO
npeAcepaus.

6.KommiiekcHble ~ aHOMaNMHM: ATPUOBEHTPUKYJSIPHAsT U BEHTPHUKYJIO-
apTepualibHas quckopaanTHocTh, JIOMA DK, nBoliHOE BXOXACHUE MPEACEPANN B
KEITyT0YEK.

7. dpyrue anomanuu: KapAMOMHUOIIATHH, AHOMAJIBHBIN JIETOYHOW BO3BpAT.

8. HexnaccuduiupoBaHHbIE CTy4yau.

Knaccudukanusa nopokos cepana no MKb 10 npuBenena B nmpuinoxenuu A.

ITUOJIOI'YA BPOXIEHHBIX ITOPOKOB CEPALIA

Bpoxnennass  kapauvosiornuyeckas — IaToJIoTUs — MpeAcTaBisieT  coOoit
ATUOJIOTHYECKH TeTEPOreHHyI Tpynny 3aboneBaHuii: u3onupoBaHHbie BIIC ¢
MEHJIEIUPYIOIIMM TUIIOM Haclel0BaHUus OOHapyxkuBarTcs y 3,7 % MaluueHTos, B
COCTaBE MOHOTE€HHBIX CHHIPOMOB — Y 9,6 %, B cOcTaBe XpOMOCOMHBIX CHHJIPOMOB
-y 10,7 %, mynerudaxkropuanbusie BIIC — y 422 %, a mopoku cepama
BCJICJICTBHE TEPATOTCHHOTO Bo3aeiicTBus —y 1,6 % nereit [4].

YactoTa BBISIBICHHS XPOMOCOMHBIX abeppanuii y >KMBOPOXKICHHBIX
MJTQJICHIIEB C TIOPOKaMU cep/iia BapbupyeT ot 5-13% ciyuaes. [2,3]. Y nenbHbIi
Bec Tpucomuu 21, 18 u 13 u cunapoma TepHepa cpenu HOBopoxkAeHHBIX ¢ BIIC
coctaBisier 10%. CTpyKTypHbIE aHOMaJIMHM ayTOCOM M MHUKpPOAMCOATaHC TakxkKe
ABJISIFOTCS MPUYMHOMN Kapauonorudyeckux aedexkrton. bonee 40% mmonos ¢ BIIC,
YCTAaHOBJIEHHBIMU B Cpoke rectauuu 18-20 Heaenb, HUMEIOT XPOMOCOMHBIE
aHomanuu [1].

INATOI'EHE3 BPOXJIEHHBIX ITIOPOKOB CEPILIA

[TaTonoruueckue M3MEHEHHS IPU BPOKICHHBIX HapylieHusx pazputus CCC
00YCJIOBJIEHBI XapaKTepOM aHATOMHYECKUX Je(EeKTOB, CTENEHbI0 HapYyIICHUs
CEepACYHOM W CHUCTEMHON T'eMOIMHAMUKH, BBIPAKEHHOCTBHIO IUCTPOPHUUECKUX
MIPOLIECCOB B opranu3me. Hapacraronias neperpyska OTAEI0B cepALla U3MEHEHHBIM
00bEeMOM KpOBU TMPHUBOAUT K UCTOIICHUIO KOMIIEHCATOPHBIX MEXaHU3MOB,
Pa3BUTHIO JIETOYHOU THUIIEPTEH3UH, HAPACTAIOLIEN CEPACYHOM HEINOCTATOYHOCTH U
TUTIOKCHH.



[lopoku ¢ JeBO-IIpaBbIM CcOpPOCOM  XApPAKTEPU3YIOTCS  YBEIUYEHHBIM
BEHO3HBIM BO3BPAaTOM W3 JIETKUX K JIEBOMY IPEJICEPAUI0 U JEBOMY KEIYJIOUKY,
4YTO MPUBOJAUT K TMEperpy3ske OOBEMOM KpPOBOTOKA JIEBOTO IKEIyAO4YKa U
YMEHBIIEHUIO CEpPIEYHOro BbIOpoca B OOJBIION KpPyr KpOBOOOpAIECHHUS.
CHIXEHHE JIETOYHOTO COCYIHCTOIO CONPOTHUBIICHHS U YBEIUYEHHE CHUCTEMHOIO
COTIPOTUBIICHUSI CIIOCOOCTBYET pAa3BUTHUIO CEPJCYHOM HEJOCTaTOYHOCTH H
JeroYHol rurnepTeH3uu. llpu aHOManmusX ¢ MpaBoO-JIeBBIM COPOCOM KpOBH
MPOUCXOAUT YMEHBIICHHE KPOBOTOKA B JIETKUX C Pa3BUTHEM IIMAaHO3a,
KOMIICHCATOPHON MOJMUIUTEMUM, YBEIUYEHUEM BSI3KOCTU KpPOBH, IMOBBIIIEHHUEM
JIETOYHOTO COCYAMCTOro compoTuBieHus. Ilopoku ¢ oOcTpykuueil KpoBOTOKa
OPUBOAAT K TUNEpTpoPUM KellylouKka AUCTajbHEE MecTa CyxXeHus, (Hudposy
MHUOKap/a U pa3BUTHIO CEPICUYHON HeToCcTaToOuHOCTH. [16].

IMMUAEMHAOJO0OI'UA BPOXIEHHBIX IOPOKOB CEPJALIA

[lo pgaHHBIM MOMYJISIIUOHHBIX MCCJIEAOBAHUMN, MPOBEJACHHBIX B Pa3HbBIX
ctpanax, or 5 g0 10 nHa 1000 HOBOPOXACHHBIX PONKIAIOTCA C AHOMAIHUSIMU
cucteMbl kKpoBooOpaienus [1]. Yacts mopokoB cepamna (cunapom ['JIOC, EX ¢
atpe3ueil JIA) HECOBMECTUMBI C KU3HBIO — ONPEJECICHHOE KOJIUYECTBO IIOIOB
norudaeTr BHYTPUYTPOOHO, >KUBOPOKJEHHBIE MIIAJICHIIbI YMUPAIOT BCKOpE MOCIIE
POKICHUS.

O6mas vacrora HexpomocomHbix BIIC cocraBnser 7 ciydaeB Ha 1000
pOIIOB, W3 KOTOpHIX 3,6% COCTaBISAIOT TepUHATAIbHBIE TMOTepu, 5,6%
OepeMEeHHOCTEH MpephIBACTCSA B CBSI3U C BBISBICHHOW aHOMAaJIMeH mofa. [8]

[To onyOmukoBanHBIM gaHHBIM, goisg BIIC, accomuupoBaHHBIX C
XPOMOCOMHBIMHU abeppanusamu, konednercs ot 5 g0 42%. [14], npudem yacroTa
BBISIBJICHUSI KapJIMOJOTHUYECKUX AaHOMAJIUN Ha NPEHATaJbHOM U IOCTHATaJIbHOM
VPOBHSIX JMArHOCTUKU  pa3IMyaroTcsid. XPOMOCOMHBIE HapyuleHuss Obuin
obHapyxenbl B 20% cnydaeB BIIC y mnmoga B oriuuue ot 12,8% B rpymme
xuBopoxkaeHHbIXx ¢ BIIC [1]. B cBsa3u ¢ stum, BeisBiaeHue BIIC y mmona
paccMaTpuBaeTcd ~ Kak ~ [OKa3aHWe  JUIsi  [POBEICHUS  MPEHATaJIbHOIO
LIUTOT€HETUYECKOIO UCCIEAOBAHMUS.

OCHOBHBIE I'PYHIIBI XPOMOCOMHBIX CUHIPOMOB C BIIC
BaxxHo, yToOBI Bpady, BBINMOJHAIONMN Y3 HCCIEIOBaHHWE IUIOAA, 3HAT O
COYETAaHWU CEPJICUHBIX AHOMAJIM C XPOMOCOMHBIMM TiepecTpoiikamu. CTpyKTypa
XPOMOCOMHOM TIATOJIOTMM  BKJIOYAET YHUCJIOBBIE AHOMAJIUM, CTPYKTYpPHBIE
HecOaTaHCHUPOBAaHHBIE TEPeCcTpoikn W MukpoaucOananc. [lopoku cepana
PETHCTPUPYIOTCS C Pa3HOM 4acTOTOM MpH BceX opMax XpOMOCOMHBIX OOJIE3HEH U



XapaKTEPU3YIOTCSI BBIPAKEHHBIM KIMHUYECKUM TMOTUMOP(PU3MOM, CaMbIii 4aCThIN
aHaTOMUYecKuil Tui mopoka - JIMXII (37-48%) [1,2,3,7,9,12,15,].

YacToTa BBISBICHUS KapAUOJOTMYECKHX AHOMAIMA Ha MPEHATAILHOM H
MOCTHATAJILHOM YPOBHSAX JUArHOCTUKHM pasziuyarorcs. [lpumepbl oTIenbHBIX
XPOMOCOMHBIX CHHAPOMOB, MaHudectupyomux BIIC npuBenensr Hke.

Cunopomsl 4uC108b1X AHOMATUTL AYMOCOM

Aneynnououu. Y SKUBOPOXKICHHBIX HAMWOOJIEE YACTO PETHUCTPUPYIOTCS
aytrocomubie Tpucomuu 21, 18, 13. Tlanuentsl ¢ Tpucomuei 21 XKU3HECTIOCOOHBI,
BUTAJILHBIN TIPOrHo3 onpenensiercs Tsbkectbio BIIC, cymmapHas yactoTa nmopokos
cepaua 40%-50%, xapakrepubii Tun — ABK. Tpucomuu 13 u 18 xpomocom
OTHOCATCA K JIETaJbHBIM CHHJIpPOMAaM, XapakTepusytoTcs Bbicokor yactoroi BIIC
(80-99%), BkmIOYas  CIOXKHBIE  TOPOKH.  AOCOJIIOTHOE  OOJIBIIMHCTBO
KUBOPOXKJICHHBIX YMHUpPAIOT B HEOHATalIbHOM (MJajieHueckoMm) mepuoze. [lpu
TpucoMuu 13 Hapsany ¢ centaibHbiMu AedekTamu (X) ormeuaercs OAIL (50%),
nexkctpokapaus (20-50%), B 10-20% cnyuaeB omucanbl KoA, CJIA. ¥V nun ¢
tpucomueit 18 uvacrora JIMXII Gonee 70%, aHOMalvu KjlamaHOB BBHISIBIICHBI B
18% cinyuyaeB 3aboneBanusi. B wmupoBol mnuTeparype OMNHCAaHbl MAIMEHTHI,
KOTOpPBIM OBLJIO MPOBEJICHA MHTEHCUBHAS Teparnusa u onepatuBHoe JieueHue BIIC,
MPEJICTaBJICH aHAIN3 KJIMHHYSCKHUX ucxonoB [9,12,15].

Tpucomun xpomocom 8; 9 u 22 y )KMBOPOKIACHHBIX BCTPEUYAIOTCS PEIKO U
MpeAcTaBieHbl B Mo3anuHOM Qopme. Ilpu Tpucomum 8 cymmapHas yacToTa
Kapauojornueckux nedexrtoB cocrabisieT 25%, onucanbsl JIMIXKII, OAII, KoA,
CJIA. Tpucomus 9 xapaktepusyercs Bbicokoi wactoroit BIIC (1o 70%), criektp
Bkiogaet JIMIXKIT (41%), JIMIIIT (21%), OAII (25%), nepcucTupoBaHHe BEpXHEH
nonoit BeHsl (17%), pexe Bctpevatorcst CJIA u TO. [Tpu Tpucomuu 22 pa3auyHbie
aHOMAJIMM Pa3BUTHUS cepana 3apeructpupoBanbl 'y 60% OonbHbIX (Oosiee
MOJIOBUHBI IETEH YMEPJIO Ha MEPBOM IOy KU3HU).

[Ipu aHeymiouausix B CHUCTEME TMOJIOBBIX XPOMOCOM BHUTAJbHBIA MPOTHO3
onaronpusitabiii, BIIC  BcTpewarorcss  3HaumrtenbHO — pexe  (10-15%),
MPEUMYIIECTBEHHO B BHUJE MPOCTHIX MOpokoB. IIpm monocomuu X (cuHIpOM
Tepuepa) npeob1aiat0T aHOMAIMK A0PTHI (KOAPKTAIUS/CTEH03, OMKYCITUAATbHBIN
AOPTaJIbHBIN KJamaH BO3MOXKHA JMCCEKIUs aopThl). V 20% nHIl ¢ KapuOTHUIIOM
XXXVY/XXVY onucansl BIIC: cenransubie nedextor, OAII, CJIA.

CmpyxkmypHolti aymocomuulil oucoanranc. ONrMcaHO MHOXECTBO BapUAHTOB
HecOaaHCUPOBAHHBIX CTPYKTYPHBIX aHoOMaiuii aytocom, npu kKotopbix BIIC
SIBJISIFOTCS] BAKHBIM 2JIEMEHTOM (PEHOTHUITUYECKOTO CIIEKTpA.

Ceamenmmuvble (yacmuunvie) mpucomMuy 4acTo SIBISIFOTCS YHACLEO008aHHbIMU
BCIIE/ICTBUE  CeTperanmuu  COATaHCHPOBAHHBIX MEPECTpOoeK  (TPaHCIIOKAIIHA,

WHBEPCUI, MHCEPLHUIA), UMEIOLIUXCSI B KAPUOTHUIIE POAUTENECH. 3HAUUTENBHO PEkKe
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n00aBOYHBI ~ XPOMOCOMHBEIM  MaTepuayl  OOYCIIOBJICH  CHOPaTuYeCKUMU
OYTUTAKAIUSIMU Yy4acTKOB XpoMOcOM. [Ipu TpUCOMUSIX CETMEHTOB JJIMHHOTO TIeYa
xpomocombl 1 (1) y Tperu manueHToB omucaHbl pasHble BapuanThl BIIC. Ilpu
Tpucomusix 4p, 5q u 9p vyactora nmopokoB cepaua okosno 10%, cnexktp BapuadeneH,
npeobnamarot JMXKII, JIMIIII. Yactora BIIC nmpu tprucomusx kopotkoro (10p) u
mmaHoro (10q) meua xpomocomsl 10 coctaBiser coorBercTBeHHO 30% 1 50%,
OMHCaHbl pa3Hble AaHOMAJIWW, B TOM YHCIEe KOMOWHUpOBaHHBIE (Gopmbl. OKOIO
MOJIOBUHBI TAITUEHTOB ¢ W30BITKOM MaTepuajia KOPOTKOTO/MJIWHHOTO TUICY
xpomocoM 11 u 12 umeror kapaumonormdyeckne anoManuu. Cnextp BIIC npu
Tpucomuu 11q Bxitouaet centanbHbie qedexTsl, [JIOC, cTeH03 a0pThI U JIErOYHON
aptepud. Y JHI[ C TPUCOMHUEH/TETpacOMHEM KOPOTKOIO Ijieda XPOMOCOMBI 12
(12p) ommcanHbl pazinyHble ACPEKTHI Cepila, MPU TPUCOMHH JUIMHHOTO IuIeYa
(12g) npeobnamarT cenrajabHbIC U A0pTAIbHBIE TOPOKHU. [10JIOBHHA MMAIIUEHTOB C
tpucomuei 22pter-qll (cunapom “cat eye”) umerot pasHele BapuanThl BIIC, B ToM
YUCJIE CIOXKHBIEC.

Ceemenmusle MoHocomuy (MHTEPCTUIIMAIIBHBIE U TEPMHUHAIbHbBIC JIETEIUH,
KoJbIeBbie XpomocoMbl). Yactora BIIC y marenToB ¢ nenernusiMu Sp (CUHIpPOM
“komraubero kpuka’) 15-20%, mpeobmamaer OAIL Jleneuuu 6q, 99, 12q, 13q
XapaKTepU3yrTCs BhIcOKoW yacToToi (50-58%) 1 monmuMoppu3MoM KIMHUYIECKIX
BapuaHToB. [Ipu nenenmsx 10Q B 3aBUCHMOCTH OT MPOTSHKEHHOCTH YTPAdYE€HHOTO
XPOMOCOMHOI'O0 y4acTKa 4YacToTa IOPOKOB cepaua BapbupyeT oT 21%-71%.
KosbreBbie (riNg) XpoMOCOMBI  (OPMHPYIOTCS TPH yTpaTe TEPMHUHAIBHBIX
YY4aCTKOB KOPOTKOTO M JUIMHHOTO TIJIed XPOMOCOMBI, B (DEHOTHUIIE MPEACTABICHBI
pa3nyHbIe KapJHOJIOrMYecKue aHoManuu. Tak, mpu ring4 omwmcansr JIMIIII,
JIMIKII, CJIA, TMC, nexctpokapausi, eHOTHITMYSCKUI CrieKTp ringl8 Bkitouyaet
JAIMIKII, IMIIII, KoA, rumnoruia3uio JerouHou apTepuu 1 JIEBOTO JKEJIy09Ka.

XpomocomHuiti MUKPOOUCOANAanc. Cunapomsl, 00yCIIOBJICHHBIE
MUKPOCTCIHSIMU/MAKPOAYTUTUKAIIMSAMA ~ XPOMOCOMHBIX ~ YY4acTKOB  ObLIH
BBIJICJICHBI OJIaro1apst HCIIOJIb30BAHHUIO MOJICKYyIsapHO-inToreHeTrnaeckux (FISH) u
mosekysipao-reHetndeckux  (MLPA, Array CGH) wmeromoB. YacroTa
peruCTpaliid M CHENU(DUIHOCTh KapAUOJIOTHYECKUX aHOMAIMA TIPH Pa3HbIX
CHHIpOMaxX pasznuvarorcsa. Tak, y maiueHToB ¢ naenenusmu 1p36, del 4pl6,
del17p11.2, del17p13.3 gactora mopokoB CCC 30-44%, cnektp BapuaOeabHBIH,
npeobsiaatoT centaibHble AedekThl. [lpu oTaensHbIX MuKpoaenerusx BIIC
SIBJISIETCS KJTFOUEBBIM JUArHOCTHYECKUM MIPU3HAKOM - HAPSITy C BHICOKON YacTOTOM
(75%-95%) BbIgENIEHBI XapaKTepHble aHaromuueckwe naedextol. Tak, s
curapoma Busbsmca (del 7¢11.23) TunudeH HaaKIanmaHHBIA CTEHO3 aopThl. s
cuapoma del22qll.2 (Bapmant Jlu/lxoppku) XapakTepHbl KOHOTPYHKAJIbHBIC

MOPOKH, aHOMAJIMHU aOPThI (IIpEepBaHHAS/TIPABOCTOPOHHSIS TyTa A0PTHI).
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llpenamanvuvi yposensv. Ilo pesynpraTaM MNpeHATATbHOW JUATHOCTUKH
XpoMocoMHble aHoMmanuu HaOmogatorcs y 30 — 40% mogos ¢ BIIC, npu sTom
YBEJIMUUBAETCS BEPOSITHOCTh MOTEpH mioAa. Tak, nmpu odciieoBaHuU abOpTYCOB C
HOPOKaMH Cep/illa XPOMOCOMHBIE abeppaliui ObUTH BBISBICHBI B 57% city4daes [1].
K neranbHbiM cuHIpomaM oTHOcUTCS mpuniouous (dactora BIIC >50%, cnektp
BapuaOebHbBIN), TpUCOMUU xpomocoMm 12, 14, 15 u 16, momHBIE MOHOCOMHUHU
ayTocoM, KoTopble MaHupecTupyroT komruiekcamu MBIIP ¢ kapauonornyeckumu
nepeKTaMu 1 HECOBMECTUMBI C JKUBOPOKICHUEM.

CrexkTp KapIHOJOTHYECKUX Je(PEKTOB, BBISBIAEMBIX Ha IPEHATAILHOM
yYpOBHE, YpE3BbIUAWHO BapuaOeNbHBIM, TUIl TOpPOKAa OMNPENCISET BHUTAIbHBIN
nporuo3. Puck moTepu 1mioJa OYEHb BBICOKMM NPU H30MEPU3ME JIEBOTO
npeacepausi, ocooeHHo npu komonHau ABK ¢ monHoW aTpuoBEHTPHUKYIISAPHOM
omokazou, moseItieH nmpu AD, Td, OAC [17,18].

AHOManmuu cepAlla MNPUCYTCTBYIOT NPAKTUYECKH Yy BCEX IUIOJIOB C
Tpucomuen 18 xpomocomsl u 'y 90% monos ¢ tpucomment 13 xpomocomel. B
rpynmne KapAHOJOTUYECKUX JEe(PEKTOB C HapYyIIEHUEM BHYTPHUCEPIIEYHOTO
KpPOBOTOKAa acCOLMAllMM C aHEYIUIOMAUEH 3aperucTpupoBaHbl B 8% ciyudae.
Haubounee yacto BcTpeuaercst Tpucomust 21, mpu kotopoit 10 50% 110/10B UMEIOT
pazMyHbIe CEpPACYHbIE AHOMAIHMM, MPEOOJAJAIOMUM THUIIOM MOPOKA SBIISETCS
ABK (B 60% cnyuae) [1]. Ilpu cunnpome Tepuepa BIIC ormeuarorcs y 35%
IJI0JIOB JKEHCKOTr0 MoJa, IpeodiaialoT aHoMalnuu JeBbix otaenoB cepauna (KoA,
['JIOC) n noHbIM aHOMAaIBHBIA BeHO3HBIH Bo3BpaTt [13,16,19].

[Tpu BeIsBIEHUU y mwioaa Tsokenbix Gpopm BIIC Bo3MOXKHOCTE TIpephIBaHMS
OCpeMEHHOCTH  TI0  MEIUKO-TEHETHYECKUM  TIOKa3aHUsIM  MOXET  OBbITh
albTEPHATUBOM MHOMXECTBY XUPYPIrHYECKHX BMEMIATENbCTB C HEU3BECTHBIM
HCXOJIOM.

BBuay BeICOKOM 4acTOThl BpoxkAeHHBIX aHoMannii CCC npu XpOMOCOMHBIX
CUHApPOMAax, HaJMyMe TMOpOoKa cepAua y IUloja SBISETCA TOKa3aHWUeM s
MIPOBEICHMS] THBA3UBHOM TUAarHOCTUKY C LENbI0 ONPEIeTIeHUSI HUTOT€HETUYECKOTO
craTyca Iuoja.

METO/bI MIPEHATAJIBHOM DXOKAPJIUOTI PAOUH
[lo maHHBIM MHUPOBOM JUTEPATYPHI MPU CKPUHUHTOBBIX OOCIIEIOBAHMSIX
OepeMeHHbIX 0e3 Haiauuusi (AKTOPOB pUCKA U CPeAd TeX, y KOro HMEIOTCS
(bakTOphl pUCKa CO CTOPOHBI MaTepH, HAOJIOAAECTCS HHU3KAs 4acTOTa BBISBICHUS
BIIC y wHoBopoxaennsix (7 Ha 1000), cooTBeTCTByOIIAsS aHAJOTHYHBIM
nokazatesisiM B o01ieit momyssiiuu 8 Ha 1000 poskaeHui.
B rpynme OepeMeHHBIX HuU3K020 PpUCKA OOJbIIasg YacTh CEPACUHBIX

aHOMaHHﬁ, BBIABJICHHBIX IIPCHATAJIBHO, O6Hapy)KI/IBaIOTC$I Inpu pPYTHUHHOM
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uccienoBann B 18 — 22 Hemens OepemenHoctn [17]. bepemeHHBIM C
MOBBIIICHHBIM PHUCKOM IO TOpOKaM cepjla IUIoJla IEepBOE YIbTPa3BYKOBOE
UCCJIEIOBAHUE [IJISl MCKIIIOUEHUS TSDKENIbIX aHOMAalui pa3BUTHSI CepJilla MOXKET
ObITh TpoBeZieHO B cpoke 12-14 Henmenbs rectamuu. [locnemyroiee MOBTOpHOE
ucciaenoBanre B 18-22 Henmenu TO3BOJSET BBIABUTH OCHOBHYIO TPYIILY
KapAHOJOTHYECKHX  Te(eKToB, B TOM UHKCJIE€ BKIIOYAIOUIEH  TPYAHO
JUArHOCTUPYEMble KOHOTPYHKaJIbHbIE, aHOMAJINH BEHO-aTPHAIBHOIO COEIUHEHUS
U TO3IHO MaHH(EeCTHpYyIOIIUe TMOpPOKH, KOTOphle HE MOTyT  OBITh
BU3YaJU3UPOBAaHbl B IMEPBOM TpuMecTpe OepeMeHHOocTU. [lo omyOamMKoBaHHBIM
JAHHBIM U3BECTHO, YTO HUCCIIEIOBaHUE cepAla mioja B 14-16 Henenb MOXKET ObITh
3¢ (PeKTUBHO B OOHAPY)KEHUM TSDKEIBIX CEpJCYHBIX aHOMAIUWA Jaxe Mpu
oOcnenoBaHn OepeMeHHbIX ¢ HM3KUM puckoMm BIIC u B cBs3M C yiydllleHHEM
PE30IOLMU  YIIBTPA3BYKOBOTO 00OpyaoBaHus (etanbHass 3XoKI' MoxkeT crarh
YacThIO PYTUHHOIO IPEHATAIBHOTO CKPUHHHTA.

B Hacrosiee BpeMs OCHOBHBIM CKPUHUHIOBBIM METOJOM HCCIIEIOBAHUS
cepala SBIIETCS YETBIPEXKAMEPHBIM Cpe3 CepAla U Cpe3 4epe3 BBIXOIHBIC
TPaKThl — 3TO 00CJe0BaHUE OOECHEUYNBAET BO3ZMOXHOCTh JUATHOCTUKHU TPYyOBIX
aHATOMUYECKUX JE(PEKTOB CUCTEMbI KPOBOOOPALLIEHUS TIO/IA.

[Ipy HMCHONAB30BAHMM TOJIBKO YETBIPEXKAMEPHOTO cpe3a, A(PPEeKTUBHOCTH
muarnoctuku BIIC B rpynmne 6epeMeHHBIX ¢ Hu3Kkum pUcKoM Kojebiserca ot 30 o
50 %. Ilpm Busyanu3anmMu BBIXOJHBIX TPAKTOB 3()(PEKTUBHOCTH BBISIBICHUS
anomasuii pazsutusi CCC Bo3pacraet 10 78-83% [1]. OgHako, ypOBEHb JETEKIIUN
ne(heKTOB IMMPOKO BAPbUPYET B 3aBUCUMOCTH OT Ho3ojorudeckoit popmer BIIC:
oT 5 1o 44% nns nzonupoBanHbix JJMIKII, 50% nnst oqHOXKETY10YKOBOTO cepAla
wm curapoma [JIOC, no 87% s aTpuOBEHTPUKYISIPHBIX nedexToB. B
CHEeUaIN3UPOBAHHBIX NEpUHATAIBHBIX LEHTpax npu IIPOBEICHUN
JETATM3UPOBAHHON 3XOKapauorpaduu ¢ BBHICOKUM YPOBHEM ITUArHOCTHKU (8%
MaToJIOTUU Y IUIOAOB OBLIO BBISABJICHO MpeHaTalibHO, mpudeM a0 60% ciydaes
JMarHo3 MocTaBjicH 10 22 Heaenb oepeMenHocTH [16].

JIO’)KHONOJIOKUTENIBHBIE YIIBTPA3BYKOBBIE JIMAarHO3bl OIPAHUYEHBI JIBYMSI
tunmamu: JIMXII u KoA. JlmarHocTthka HEOOJBIINX CENTANBHBIX JCHEKTOB H
MajblX AHOMA&JIMH KJIAlAaHOB OTPAaHWYEHA BO3MOXXHOCTAMM  BHU3yaJIH3aLUU
YIBTPA3BYKOBOTO 000PYIOBaHUS, OCOOCHHOCTAMH (heTaTbHOW TeMOJUHAMUKY U, B
ONpEJENCHHBIX CIIy4asX, CpokamMu MaHudecTtauuu anHomanuu. B cBsizu ¢ Tem, 4to
JIMIIIT u OAII siByisitoTCSl 4aCThbIO HOPMAJILHOTO KPOBOOOPAIIICHUS TUI01a, OHU HE
MOTYT OBITh BBISIBJICHBI ITPeHATAIBHO [1].

Takum oOpazom, st yctaHoBieHus: cTpykTypsl BIIC Ha mpenarasbHOM
YpOBHE HEOOXOAMMO M3Y4YEHHE TUArHOCTHMUYECKHUX BO3MOXKHOCTEW IMpeHaTaJbHOU
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3x0KI' ¢ [ONOJHUTENBPHBIM HCHOJIB30BAHUEM I[BETOBOM W  HMITYJIbCHOMN
JONIIepOMETpUH, TpexMepHoit 3X0KT'.

[Ipenaranbuyto 3xoKI™ mpooasat B I, Il u Il TpumecTpax GepeMeHHOCTH.
[Ipu wuccnegoBaHuM cepalla IIIOAa UCHOJb3yeTcss B-pexuMm, uMimynbcHas u
IBETOBAsl JomIuiepoMeTpusi. Bo Bcex ciyyasx MUHUMH3UPYETCS YIbTPa3ByKOBOE
BO3/ICIICTBHUE HA TJI0J], 0OCOOEHHO MPH JOMIIEPOBCKOM HCCIIEIOBAaHUH.

B pannue cpoxu o6epemennocmu (11 nedenv—I14 nedenb) MpeHATATBHYIO
5xoKI" mpoBOmAT B CBS3M C YBEIMYEHUEM BOPOTHUKOBOTO IPOCTPAHCTBA
(NT>3 ™M), cemeiinbiM aHamHe3oM BIIC w/mau  BBIABICHHEM Yy  ILIOJA
DKCTpAaKapAualdbHbIX  MOPOKOB  pa3BuTus. llpu  mpoBenenun  pawuneu
sXoKapauorpaduu MPOAOHKUTEIIBHOCTh KAXKJIOTO MCCIEIOBAaHUS COCTaBIISET
30 mun. Cpoku OepemeHHOCTH omnpenenstorcss uamepenueM KTP miona no 14
Heaenb o tadmam Hadlock. [letanbHoe 3xokapauorpadguaeckoe UCCIIeJOBaHHE
IJ10/1a B IEPBOM TPUMECTPE MPOBOAMUTCS C HMCIOJIb30BAHUEM TPAHCBAIMHAJIBHOTO
(4-9 MHz real-time vaginal probe) u TpancabgomunansHoro (4-8 MHz convex
transduser) moctyrmnos.

Hcnons3yroTes cieayromue yiabTpa3ByKOBBIE CPE3bI:

— YeThIPEXKaMEPHBIN (alUKaIbHBINA, CyOKOCTATBHBIH)

— Cpe3 4epes TpU cocyaa

— JNIMHHOOCEBOM cpe3 Ao

— JNIMHHOOCEBOM cpe3 JIA

Pannss 5xoKI' cunraercs pe3yapTaTUBHOM NPU BU3YAIU3ALNH CIIETYIOIINAX
CTPYKTYp: YETBIPEXKAMEPHOI'O Cpe€3a CepAla, BBIXOJIHBIX TPAKTOB, IMEpPEKpecTa
AOpThl M JIETOYHOM apTepuM, AYKTAIBHOM M aoprajbHOM 1yr. Kpome sroro,
ATPUOBEHTPUKYJISIPHBIE W TIONYJIYHHbBIE KJIAMaHbl HCCIEAYIOTCS HE TOJbKO B B-
peXuMe, HO M C HCHOJIb30BAHMEM HUMITYJIbCHOM M LBETOBOW IOMIIJIEPOMETPUM.
N3mepenust cuutarOTCs OOBEKTUBHBIMU TOJBKO TMPU TOJIYYEHUH YETKOU
BHU3yaJIM3allMU BBINICTIEPEUUCICHHBIX CTPYKTYpP CEPACUYHO-COCYAUCTON CHUCTEMBI,
TaK KaKk B paHHHE CPOKM OEPEMEHHOCTH KauyeCTBO H300paKEHHUS CepAlla MOXKET
OBITh HEJAOCTAaTOYHBHIM. Bce aHOManuu, AMArHOCTUPOBAHHBIC TP IMPOBEIACHHUU
pauHelt deranpHOM 3x0KI', paciieHnBarOTCs KaK cmpyKmypHas NaTOJIOTHsI CepIIia.

Bo Il u lll Tpumectpax npenaranbHas 3x0KI' mpoBOauTCS MpU HAIUYUU
dakTopoB pucka pazsutus BIIC co cTopoHbI 11072, MaTepu WM B CEMEHHOM
aHaMHe3€, a TaKXke B CBs3M ¢ mogo3peHneM Ha martosiornto CCC y mioma mo
pe3yapTaraM INIAHOBOTO aKymepckoro Y 3.

Bo Il u Il Tpumectpax cpok OepeMEHHOCTH OIpPEACNSIIOTCS MyTeM
M3MEpeHUs] OMOMETPHUH TUI0/a: OUTIapUETATLHOTO TUaMeTpa, OKPYKHOCTH TOJIOBHI,
OKPY)KHOCTH JKHBOTa, a Tarkke MHbI Oenpa (mo Ttabmuiam Hadlock). Ilpu

deranpHON dXOKapauorpaduu UCIMOJB3YETCS TPaHCAOMOMUHAIBHBIA  JOCTYI
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(4-8 MHz convex transduser): Hapsimy ¢ wu3MepeHueM OHOMETpHUHU TUIONA
OPOBOJMTCS  JIETAJIBHOE HWCCIECAOBAaHHE AHATOMHHM CepAua C H3yYCHUEM
YETBIPEXKAMEPHOTO Cpe3a M CPE30B 4YEPE3 BBIXOAHBIE TPAKThl MaruCTpajbHbIX
COCY/IOB.

[Tpu 5x0KI" npuMeHSI0TCS ClIeIyIoIue yIbTPa3BYKOBBIE CPE3BI:

— YEThIPEXKaMEPHbIN (alMKaIbHBIN, CYyOKOCTAIBHBIN )

— JJTMHHOOCEBOM cpe3 Ao

— JNIMHHOOCEBOU cpe3 JIA

— KOPOTKOOCEBOM Cpe3 Uepe3 KETYT0UKH

— KOPOTKOOCEBOW Cpe3 MarucTpaibHbIX apTEepUi

— cpe3 1yru Ao

— cpe3 nyru All

— cpe3 uepes BIIB u HIIB.

OxoKI' cuuraercss pe3ynbTaTUBHOW MNPH BU3YAJIHU3ALWHA  CIIECIYIOLINX
CTPYKTYP: YETBIPEXKAMEPHOI'O Cpe3a Cep/illa, BBIXOAHBIX TPAKTOB, IEpekpecTa Ao
n JIA, nOykranpbHOM W aopTadbHOM Jyr, moJibIXx BeH. Kpome 3toro,
aTPUOBEHTPUKYJISIPHBIE U MOJIYJIyHHBIE KJIallaHbl MCCIEAYIOTCS HE TOJbKO B B-
peXHUME, HO M C HCIIOJIB30BAHUEM HMITYJIbCHOM M IIBETOBOM IONIUIEPOMETPUM H
HOBBIX TpexmepHbiX TexHonoruit (STIC). Bce aHomanuu, AuarHOCTUPOBAHHBIC
npu (eranbHol 3x0KI™ Bo Il u Il TprMecTpax pacueHUBarOTCS Kak cmpyKmypHas
MaTOJIOTHsSI Cepla.

IMPEHATAJIBHAS Y3 IMATHOCTHUKA HAUBOJIEE YACTBIX ®OPM
BIIC, ACCOIIMMPOBAHHBIX C XPOMOCOMHOM MATOJIOTMEN

1. JedexTbl HHTPAKAPAMAIBbHBIX NEPErOPOAOK

A. Jleghexm medrcorceny0ourxosoii nepe2opooxu

XapakTepusyeTcss HaJTuYMEM BPOXKIECHHOTO Ae(PEeKTa B MEXIKETYT0OYKOBOM
MEPErOPOJIKE MEKY IBYMs KaMepaMu cep/ila

e Yacrota peructpaunu 32% ot Bcex (popm BIIC

e B 30% ciyuaeB IMIKII sBasieTcs n301MpOBaHHBIM

e AccouuMpoBaH ¢ XpoMmocomHoOM mnaronoruedn B 20-40% ciyuaes.
Onucal npy YUCIOBBIX AHOMAJUAX XPOMOCOM — TPUIIOUANH, TpucoMusax 13, 18,
21, 22, moHocomMun X U CTPYKTYpPHOM JucOanaHCe - YaCTUYHBIX TPUCOMUSX 2(,
5p3, 6p2, 7p2, 9p,12p, 14p1, 1502; yactuuabix MOHOCOMUAX 1(, 2d, 4p, 5p, 7p2,
8p2, 1092, 11q, 13q, 14q, 16q; 18q

o Jlokanmuzamus nedexra

—  BXOIAIIUHN

—  MBIIICYHbIN
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- mepuMeMOpaHO3HbIN

—  BBIXOJHOU

e MoeT codeTaTbCs ¢ APYTUMHU KapAUOJIOTHYECKUMU aHOMAIUSIMMU:

- ABK

— aTpe3us TPUKYCIHAAIBHOTO KJlalaHa

— aTpe3us MUTPAIBHOTO KJIallaHa

- Terpana damino

—  00mmmMii apTeprabHBINA CTBOJ

— JBOWHOW BBIXOJ MaruCTPaJIbHBIX apTEPUMN U3 IIPABOIO XKEITYI0UKa

— TPaAHCHO3ULIUA MAaruCTPaIbHBIX apTepUn

— TIpepBaHHAas aAyra aopThl

—  KOApKTalMs aOpThl

e  VYIbTPa3BYKOBasi XapaKTePUCTHKA KapIHOJ0rMYeCKOro aedexra:

—  BBIBEJICHHE YETKOTO N300PAKEHUSI IEPETOPOIKU

— BBIABJICHHE DXOHEraTUBHOM 30HbI B CTPYKTYypE IEPETOPOAKH, KaK
MHHUMYM B JIBYX IUIOCKOCTSIX, OJHA U3 KOTOPBIX MEPHEHIUKYISIPHA IUIOCKOCTH
IMaJICHUS YIIbTPa3ByKOBOTO JIy4ya

- onucanue Jokamuzauuu JIMOXKII (MblieyHslii, nepuMeMOpaHO3HBIM,
BXO/ISIIHI, BEIXOTHOI)

- mnpeHaTtaibHO quarHoctupytotces JIMXKII 6onee 2 mm

Pucynok 1 - Jlehext MexKeny104KOBOM MEPEeropoaKu (armuKaabHbIN
YEThIPEXKaMEPHBIN cpe3): CpoK recrauuu 21 Henens
1 - TpaGekynsapHBIA 1eDEKT MEXOKEITYT0UYKOBOU MTEPETOPOJIKH B CPEIHEH TPETH,
2 - TIpaBbIi JKETyJI0UYeK, 3 - JICBBIH JKeTyJ0UCK.
OOpaTuTh BHUMaHUE:
- Ucknrouenune Apyrux KapauoIoTuueckux 1eeKToB
- IIpu xknaccuduiupoBanubix cinoxxubix BIIC (Tetpaga damio, oOmuii
apTepuaibHbIN cTBOM) BXoasamui B komrieke JIMOXKII He yka3biBaetcs
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b. Ampuosenmpukynsapuolii kanan

e ['pynma BPOXKICHHBIX BHYTPUCEPACUYHBIX aHOMAaJINH,
XapaKTEPU3YIOIIUXCSI  HApYUIEHHEM  Pa3BUTUS  MPEACEPAHO-KETYIOUYKOBOIO
KJIAIlaHHOTO  afnmapara W HaoudueM  JedexTa  MEXOKeTyJOYKOBOW U
MEXIIPEACEPIHON NIEPETOPOIOK

e Yacrota peructpauuu 2% ot Bcex Gopm BIIC

e AccouunpoBaH ¢ XpoMocoMmHO#l mnartonorueii B 40-70% ciyuaes.
Onucan npu Tpucomusix 13, 18, 21; monocomun X.

e  VYiabTpa3ByKOBas XapaKTePUCTHKA KapANO0JOIrHYeCKOro ae¢exra:

- mnoiHas gopMma: AedeKT HUKHEH 4acTh MEXIPEICEpIHON MeperopoiKH,
nedeKT BepXHEH YacTH  MEXOKETYJIOYKOBOM  MEeperopoikd, C  €IUHBIM
ATPUOBEHTPUKYJAPHBIM  KaHAJIOM C TSAThIO  CTBOPKaMH, OTpPaHUYEHHBIM
(GbuOpo3HBIM KOJBIIOM. [IpH mommIepoMeTprn ONpeaeIIeTCs CMEIICHHE KPOBOTOKA
MEXKTy TPEACEPAUSIMU U KETyT0UYKaAMHU

- HemonHas  Qopma: aedeKT HWKHEH YacTH  MEeXMIpeICcCepaHON
neperopoiku. Onpeaensercs KOMMYHHUKAIUA MEXAY TPEeACepausiMU JTU00 MEKITY
JIEBBIM JKEIIYZA0UYKOM U MPABbIM MPEACEPAUEM

- y mwionoB ¢ ABK ¥ mnpu3HakaMyu HEMMYHHOW BOJSIHKU BBISIBIISIETCS
TOJIOCUCTOJIMYECKAS] PpErypruramnusi, 0OpU OTCYTCTBUM NPU3HAKOB BOJSHKH
pEerypruTallMOHHbINA MOTOK 3aHUMAET YaCTh CUCTOJIBI JTMOO OTCYTCTBYET

PucyHOK 2 - ATpHOBEHTPUKYJIAPHBII KaHal (alMUKaIbHBIA YEThIPEXKAMEPHBIH
cpes): cpok recrauuu 20 HEEeTb
1 — nedexr sHIOKAPAMATBHBIX MOIYIIEK, 2 — IPABBIH KeTyJ04eK, 3 — JIEBbIH KelyI04eK.
OOpaTUTh BHUMAHHUE:

- WzomupoBanubiii ABK uacTto BXOOUT B (EHOTUNUYECKHN CHEKTp
AHEYIUJIOUINU
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- ABK ¢ acummeTpueil mpaBo-J€BbIX OTACJIOB CEep/la PeAKO aCCOLMUPOBAH
C aHEYIUIOUIUEH

- ABK, Bxoasmumii B cocTaB reTepoTakCHM, HE COYETACTCs C aHEYIUIOUIuEn

2. JleBocTtopoHnue negexTbl

A. Cunopom eunonniazuu 1e6blx omoenos cepoya

e XapakTepusyeTcs THUIOIJIa3uell JIEBOTO KEIyJlIo4yKa, aTpe3ued uimn
BBIPXKEHHOW TMIOIUIA3Ue MUTPAbHOTO W/UJIN a0pTAIbHOrO KilarnmaHa

e Yacrota peructpauuu 3,8% ot Bcex dhopm BIIC

e (Camas yactas npuunHa cMmeptd oT BIIC B TeyeHue nepBoro mecsma
*Ku3Hu (110 90%).

e AccouMHpoBaH C XpOMOCOMHOM marojoruet B 15% cnydaeB. Onucan
pu Tpucomusx 13, 18, 21, MmoHOCOMHUH X, YaCTUYHON MOHOCOMHH 7P2

e VIbTpa3ByKOBas XapaKTEPUCTUKA KapAHOJIOTUUECKOro nedeKTa:

— TpU OIEHKE YETHIPEXKAMEPHOI'0 Cpe3a cepila OMpeAesIoTCs: MaJbie
pasMepsl JIEBBIX OTJIEJIOB CEpAlla, HOPMaJIbHBIE WJIM YBEJIUYECHHBIC pa3MeEpPbI
MpaBbIX OT/EIIOB CEP/IlIa, BEPXYIIKa ceplia oOpa3oBaHa MPaBbIM JKEIIyI0YKOM

— TOpH HCNOJb30BAHUM HMITYJBCHOTO M LBETOBOTO JOMILIEPOBCKOTO
KapTUPOBAHUS OIEHUBAETCS COCTOSIHUE MUTPAJIBHOIO U aOPTAIBLHOTO KJIANaHOB
JUTSI BBISIBJICHUS MX THUIIOIUIA3UH/aTPEe3un

— MOpU HCIOJIb30BAHUM I[BETOBOrO JIOMIUIEPOBCKOTO KApTUPOBAHUS Ha
YpPOBHE Jyrd aopThl OMNpPEACNSIETCS PETPOrpagHOe HampaBiIeHUE KpPOBOTOKA,
MOCTYMNAIOIIETO U3 A0PTAIBLHOTO MPOTOKA

- MOpU HCHOJBb30BAHUM IIBETOBOTO JOMIUIEPOBCKOTO  KapTUPOBaHUS
KPOBOTOK Ye€pe3 MUTPAIbHBIA KjiamaH Ju00 HE perucTpupyercs, JIudo
OMPENIEIISIETCS €r0 3HAYUTEIbHOE CHUKEHHE

Pucynok 3. CuHIpOM r'HNoIUIa3uu JEBbIX OTJETIOB cepAlla (amuKaIbHBIMA
YeThIpEXKaMEpPHBIN Cpe3): Cpok rectauuu 19 Henenb

1 — masieHbKas MOJIO0CTh JIEBOTO KEITY0UKa, 2 — HOPMAJIBHBIN TUAMETP MPaBOTO KEIyI0UKa.
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OOpaTUTh BHUMAHUE:

- Bepxymika cep/iia 00pa3oBaHa MpaBbIM KEITYI0UKOM

- [Ipu ucnonab30BaHUM PEKKUMA IIBETOBOTO JOMIJIEPOBCKOTO KAPTUPOBAHUS
B JIyTe aOpPThI ONPEEIISIETCS peTPOrpaHbIA TOK

b. Koapxmayus aopmuwl

e XapakTepusyercs CY>KeHHEM JM0O TIOJHBIM TIEPEPHIBOM aopThl B

oOnacTu nepeienka, ee 1yru

e Bcerpeuaercs B 5-8 % ot Becex dopm BIIC

e AccouMHpOBaH C XpOMOCOMHOM marojoruet B 29% cnydaeB. Onucan

npu tpucomusx 13, 18, 21, mornocomuu 9 (Mo3amunasi ¢popma), MOHOCOMHUHU X;
YaCTUYHBIX MOHOCOMUSIX 2(, 5(; yacTuuHo# Tpucomuu 18p, mukpoaenenuun 22011
e YIbTPa3BYKOBasi XapaAKTePUCTHKA KAPAMOJOTHYECKOro aedeKkra
[IpU MPOBeIcHUH (eTaabHOM dX0KapAuorpaduu onpenesieTcs MeCTO CyKEHUS

aopThl, TUISATAUUS W THUOEPTPOPUS NPaBOro >KEIyA0uyKa, AWISATALMS JIETOYHON
apTepuu

Pucynox 4 - AcuMmmeTpus paBo-JIEBBIX OTIEJIOB CEP/Ia IPU KOAPKTAIIMH A0PThHI
(cyOKOCTaIbHBIN YETHIPEXKaMEPHBIHN Cpe3): CPOK recTaiuu 26 Helelb

1 — mpaBsIif xKenya04eK, 2 — JEBBINA KeTyA04eK

Pucynox 5 - ['unomnasust gyru aopThl (JUTMHOOCEBOM Cpe3 IyTH a0PThI): CPOK
recramuu 26 Heaenb
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OOpaTUTh BHUMAHUE:

- Ilpu acumMMeTpuu NIpaBO-JIEBBIX OTIEJIOB CEpAlA (Ja)xe BBIPAKEHHON)
BEpXyIlIKa cepAla o0pa3oBaHa JIEBbIM JKEITyJ0UYKOM

- B nyre aoprtel B pexMMe LBETOBOIO JIONIUIEPOBCKOIO KapTHPOBAHUS
ONPENEIISIETCS OPTOrPAHBIA TOK

B. Cmeno3z aopmui

e ['pymnma NOpoKOB, MPOSIBISIOMIMXCS TPENATCTBUEM Ha MyTH BbIOpOca
KPOBH U3 JIEBOTO JKEIIyJ0UKa B a0PTY

e Knamanneii creno3 B 70% ciywaeB, mnojakiamaHHbId B 25%,
HaJIKJIAIIaHHBIA - B 5%

e Bcerpeuaerces B 2-5 % ot Beex ¢opm BIIC

e BepoATHOCTh BBIABICHUSI XPOMOCOMHBIX aHOMAJIUN MpU KIIAIIAaHHOM
CTeHO3¢ Hu3Kasa. OmnucaH mpM MOHOCOMMM X; YacTUYHOM TpUCOMHUH 2(;
KOJIBLIEBOM XpoMocome 14

e YabTPa3BYKOBasl XapaKTEPUCTUKA KaPANOJOTMYEeCKOro aedexra:

— OCHOBHBIM MPU JUATHOCTUKE JIAHHOTO MOPOKA SABJISIETCA MATHKAMEPHBIN
Cpe3, MpU BBIBEICHUU KOTOPOTO OLIEHUBAIOTCA SKCKYpPCUs CTBOPOK KiamaHa
aopThl, aMIUTUTYA PACKPBITUS CTBOPOK, CKOPOCTh KPOBOTOKA Yepe3 KIIallaH

- B B-pexxumMe u pexuMe IBETOBOTO JOMILJIEPOBCKOTO KapTUPOBAHUS
onpenenseTcs Aedhopmaliusi, TUIOIIA3Usl CTBOPOK KJlaraHa aopThl

- B B-pexxumMe M pexuMe IBETOBOTO JOMILJIEPOBCKOTO KapTUPOBAHUS
BBISIBJISIIOTCSL  OTPaHUYEHUE DKCKYPCUM CTBOPOK W CHHUKEHHE KpPOBOTOKAa Ha
KJIalaHE aopThl

PucyHok 6 - KitanaHHblil CTEHO3 a0PThI (JYIMHHOOCEBOM CPE3 a0PThI):

CPOK recraiuu 32 Heaenu
1 — neBbIit JKCITYJ04YCK, 2— BOCXOJs111as1 aopTa.
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OOpaTUTh BHUMAHUE:

- UeTbIpexkaMepHbIi cpe3 HOpMaJIbHBIN TIPHU MPOCTHIX CTEHO3aX
-OnpenensieTcss  KOMIIEHCATOPHOE  MOCTCTEHOTHMYECKOE  pacIIMpeHue
BOCXO/ISIIEH aOPTHI

3. IIpaBocTropoHHue Je(PeKThbI:

A. Ampesus necounoti apmepuu ¢ JIMKII u 6e3 JIMKII

e XapakTepu3yercs OTCYTCTBHEM HOPMAJIbHOTO COOOLICHHUS MEXIY
IIPaBbIM JKEITYI0YKOM H JIETOYHOW apTepuen

e Bcerpeuaercs B 1,7% ot Becex popm BIIC

e AccouMMpOBaH ¢ XpOMOCOMHOM martosioruer npu arpesuu ¢ JIMIKII B
20-40% cayuyaeB. OnucaH Npu 4YaCTUYHONM MOHOCOMUHU 104; MHKpPOJEIEHHH
22011.

[Ipu arpe3unm JIA ¢ UWHTAKTHOM MEXIKEIYAOUYKOBOM MEPErOPOAKOMN
accolualys ¢ XpOMOCOMHBIMU aHOMAJIUSIMH BCTPEYAETCS UCKITFOUUTEIBHO PEIKO.

e  VYiabTpa3BYKOBasi XapaAKTEPUCTHKA KAPAUOJIOTHYECKOro AeeKra

[Ipu ouneHke yeTelpexkamepHoro cpesa cepaua B 90% ciydaes
ONPEIEIAIOTCS:

- TUIOILIA3Us TPUKYCIHUIAJIBHOTO KJIanaHa cepaua

- TUTIOTUIA3Us IPABOTO XKEIyI04YKa ¢ TUIepTpOoPueit CTEHKU

- B 15-35% pa3mMepsbl npaBoro xeiay04ka MOryT ObITh HOpMaJbHBIMU

- IUJISITAlus IPaBoro Npeacepaus

[Ipn oueHke IIMHHOOCEBOIO Cpe3a JIETOYHON apTepuu OIpeAeseTcs
CY’K€HHE JIETOYHOM apTepUu HAa YPOBHE KJIANaHHOrO KOJIbLA, KilanaH MOXET ObITh
MPEICTaBICH MEMOpaHO

e
‘F |

Pucynok 7 - ['unomia3us mpaBoro xkeny1o4ka (4eThipeXKaMepHBI cpe3):

cpok recranuu 21 Henens

1 — Manbiif mpaBbI KeMy10ueK, 2 — JIEBBIN )KeTy104eK
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Pucynox 8 - ['unomnasus jierounoit aprepuu (cpe3 uepes Tpu cocyaa)
Cpok recraumnu 21 Henens
3 — nerouHas apTepusi, 4 — BocXozs1as aopra
OO0paTuTh BHUMAHHE:
- OnpeaesnsieTcst TUIOIUIA3Us MPABOTO KETYJ0UKa
- HopMmanbHble/yMEHBIIIEHHBIE pa3Mepbl MPaBOTO  KEIyJouKa IIpH

couetanuu atpesun JIA ¢ [IMXKII
- InameTp neroyHoi aprepur yMmMeHblieH, B pexume L[JIK perporpagubrit
KPOBOTOK B IYKTaJIbHOU Jyre

b. Cmeno3s necounou apmepuu

e ['pynma MOPOKOB, MPOSBIISIONINXCS TPEMITCTBUEM Ha IyTH BbIOpoca
KpPOBU U3 MPABOT0 KETYJ0UKa B JICTOYHYIO apTEPHUIO

e Bcrpeuaercs B 9 % ot Bcex dopm BIIC

e BepoATHOCTh BBISBICHHS XPOMOCOMHBIX aHOMajnud Hu3kas. Onucan
npu Tpucomuu 18, mMoHocomuu X; CTPYKTypHOM ayTOCOMHOM jaucOanaHce
(dactuunbix mMoHocomusix 104, 8p2, 9p, 1002, konbleBHIHON XpoMocome 14;
YaCTUYHBIX TpucoMusix 2(, mukpoaenenuu 22g11 (1o 31%)

e VYJbTpa3BYKOBasi XapaKTEPUCTUKA KAPAUOJIOTHYeCKOro JedexTa.

Busyanuzupyercs:

— H3MEHEHHUs CTBOPOK KJlamaHa, Cy)KEHHUE JIETOYHOW apTepuH Ha YpOBHE
KJIAaIIaHHOTO KOJIbIla

— TOCTCTEHOTUYECKOE pacIIMpPEHHE JIETOYHOIO CTBOJIA

— HapylLIeHHE HOPMAaJIbHOM HKCKYpPCHM CTBOPOK KJlalaHa, yBEJTUYEHHE
CKOpPOCTEH U TypOYJIEHTHOCTh Ha KJIallaHE JIETOYHON apTepUH
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Pucynok 9 - KitananHblil CTEHO3 a0pThI (JYIMHHOOCEBOM CPE3 a0PThI):
CpOK recrauuu 29 Helelb
1 — Knama”HHBIA CTEHO3, 2 — WIIMAH3UHT

OOpaTuThL BHUMaHUE:

- [Ipu Bu3yanu3anuu 4eThIpeXKaMEpHOTO Cpe3a U3MEHEHUS OTCYTCTBYIOT

- Ilpm Bu3yanusauuu UIMHHOOCEBOIO Cpe3a JIETOYHOW  apTepuu
OOHapyKUBAIOTCS W3MEHEHHUS 3XOCTPYKTYpPbI, AMIUIMTYAbl IBUKEHHUSI CTBOPOK
KJIallaHa JIETOYHOW apTepuH, IpU MCIOJIB30BAHUU MMILYJIBCHOTO JIOIIUIEpPA
ONIPENEIIAETCS MOBBIIEHNE CKOPOCTH KPOBOTOKA HA KJIAIIAHE JIESTOYHOW apTEPHU.

e DBbIgBIeHHME KOMIIEHCATOPHOIO  ITOCTCTEHOTUYECKOIO  paCLIUpEHUs

TJIABHOM JIETOYHOM apTEpUU

4. AHOMAJIMHU BBIXOAHBIX TPAKTOB

A. Obwuti apmepuanvhwiii cmeon (OAC)

e [IpencraBisgeT €OUHBIA KPYNHBIA COCYH, KOTOPBIA OTXOAUT OT
OCHOBAaHUs CEpJLA YEPE3 €AUHBIN MOJTYITYHHBIN KIIaNlaH

e Bcrpeuaercs B 1,7% cpeau Bcex dhopm BIIC

e AccouuMpoBaH C XpPOMOCOMHOM mnaronoruern B 15-28% ciyuaes.
Onucan npu yacTUYHBIX MOHOcoMmusix 104, 11q, wactuuHoi Tpucomun 1032; npu
mukpozenennu 22011 gacrora mopoka 20%-30%

e YiabTPa3BYKOBasl XapaKTEePUCTHUKA KapANOJ0TMYeCKOro aedexra:

- B IIITUKAMEPHOM CpE€3€ M Cpe3€ 4Yepe3 BBIXOJHBIE  CpeE3bl
BU3YAJIM3UPYETCS OJIMH IIMPOKUH COCY, BBIXOASIINAN OT 000MX KETYJOUKOB

— OTCYTCTBHME BU3YyaJIM3allUU JIETOYHOU apTepHH
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Pucynox 10 - O6muii apTepralibHbIi CTBOJ (IISATUKAMEPHBIN Cpe3):

CpoK rectanuu 18 Henenb
1 — oOmuit apTepuaIbHbIN CTBOJI, 2 — JICBBIM JKEIYI0YEK, 3 — IIPABBIHA JKEITyI0YCK.

b. Tempaoa ©@anno

XapakTepusyercsi JeKCTPOIMO3UIUENd aopThl, 1e(PEKTOM MEKKETYT0UKOBOM
NEPETOPOJIKH, MOJAKIANAHHBIM CTEHO30M JIETOYHOW apTepuu, runeprpodueit
IIPaBOTO KEIIyT0YKA.

e Bcrpeuaercs B 12-14% ot Bcex popm BIIC

e AccouuMpoBaH ¢ XpoMOCOMHOM marojsiorued B 20% cnydaeB. Onucan
npu Tpucomuu 21; npu mo3anuHoi ¢opme Tpucomuu 14, 4aCTUUHON TPUCOMHUU
16p, yactuunoit MoHocoMuu 11p

e  YIbTPa3BYKOBafl XapaKTePUCTHKA KapANOJOTHYEeCKOro aedexra:

— IpU BBIBEJECHUU JJIMHHOOCEBOIO CPe3a aOPThl BBIABIISIETCS pacUIMPEHHE
aopThl, €€ CMEUIEHWE BIPABO, BBIXOJHOM  CyOaoOpTalnbHBIA  Je(PEKT
MEXKEITYJOUKOBOW MEPETOPOAKU, CTEHO3 BBIXOJHOTO TPAKTA MPABOr0 KEIyI0UKa
M OOCTPYKIMS JIETOYHOM apTepuH, NOBBIIICHHAs TPaOeKyJIIpHOCTh MPABOIo
KETyJ0uKa, TypOyJICHTHBIA KPOBOTOK B JISTOYHOW apTepuun

— IIpH JONIUIEPOBCKOM HCCIIEOBAaHUM a0pTa MOJy4yaeT KPOBOTOK M3 000X
KEITyJI0YKOB, B 25% ciiyyaeB mpaBasi Ayra aopTbl, CTEHO3 JIETOYHOW apTepuu,
Ha0II0AAaeTCs pacIIMPEHUE JIETOYHOM apTepUu ITPU OTCYTCTBUM KJlanaHa

Pucynok 11 - Terpaga ®amno (cpe3 yepe3 Tpu cocyjia): CPOK recTaiuu 22 Heaeau
1 — cyxeHue 1eroyHoM apTepuu, 2 — pacIIUPEHUE a0PThI
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OOpaTUTh BHUMAHUE:

- Ilpm Bu3yanu3auuy BBIXOJHBIX TPAKTOB MAarucCTPajbHbIX apTEpUil
OTpENENSIETCS aopTa «CHUASIIAs BEpXoM» Haa JIe(DEKTOM MEXIKeNnyI04KOBOM
MIEPErOPOIKH

- HacTo onpenensercs npaBasi Ayra aopThl

- OmnpenensieTcsi Cy)KeHHas JIETOYHAsl apTepusi, BBIXOAAIIAs W3 IMPABOTO
KEITyJouKa

B.  Jlsotinoe omxoocoenue MacucmpanbHbiXx —apmepuii.  om  Hpasoco
JHceny0ouKa

[lopok mpencraBiger co0Oil Tpynmy HapyuleHUH  KEIyJT04YKOBO-
apTepuaIbHOTO COCAUHEHUs, MPU KOTOPOM Oosiee MOJOBHHBI KOPHS aopThl H
JIErOYHAasi apTepus BBIXOAAT U3 mpasoro xkemynouka. JIMOKII Bctpedaercs B
OOJILIIIMHCTBE CIIy4aeB.

e Bcrpeuaercs B 2% ot Bcex ¢popm BIIC

e AccouMUpOBaH C XpOMOCOMHOM narojorueit B 12-45% ciyuyaeB. Onucan
npu Tpucomusx 13, 21, 18, nmpu mo3auyHoil popMe TPUCOMHUHU 9, MUKPOIETEITUU
22011.2

e VYiabTpa3ByKOBasi XapaKTePUCTUKA KAPAUOJIOTN4ecKOro aedexra:

— Ilpu BBIBEOEHHM JJIMHHOOCEBBIX CpPE€30B  BBIXOJHBIX  TPAKTOB
ONPENEIAITCA U3MEHEHUS, XAPAKTEPU3YIOMIUECS BBIXOAOM aOPThl M JIETOYHOMN
apTepud W3 TMPaBOTO >KEIyJ0dYKa, Npu AToM aopra Oosiee uem Ha 50%
pacrosaraeTcsi HaJl IpaBbIM KEITyI0YKOM

- Aopra daie pacmojiaraeTcsl JarepajbHO M COpaBa OT JIETOYHOM
aptepuu, 1100 aopTa napajijiesibHa JISTOYHON apTepuu U paclojiaraeTcsl Cepeiu u
crpasa

- Ilpm »oTOil aHOManuu BBIXOJHBIX TPAKTOB TMPHUCYTCTBYET JAc(eKT
MEXKEITYJ0OUKOBON MIEPETOPOIKH, KOTOPHIN Yalle cyoaopTaabHbIN

Pucynok 12 - JIBOWHOU BBIXOJ MarucCTpajbHBIX COCYJOB W3 IPaBOro

XKeTyIouKa (JIJTMHHOOCEBOU Cpe3 BBIXOJHBIX TPAKTOB): CPOK recrauuu 21 Hemens
1- npaBblii )xenynouek, 2 — aopta, 3 — IerouHasi apTepust
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OOpaTuTh BHUMaHHE:

- Pacronoxenne MarucTpalbHBIX COCYIOB Yallle MapajijieIbHOe Ha YPOBHE
KJIaIlaHOB

- Jlerounas aprepus u 6osnee 50% auameTpa aopThl BBIXOISAT U3 MPABOTO
KeITya0uKa

S. EAMHCTBEHHBIH KeJyd0ueK cepana

e OauH U3 caMbIX TKEIBIX NOPOKOB cepaua. JKemynouku NpencTaBiIeHBI
€AMHON KaMepOor WM TOMUHUPYIOIIUM >KETYI0YKOM

e YacroTa BcTtpeuaeMocTH 110 2,5% ot Bcex ¢popm BIIC

e [lopok penko accolMUPOBAH C XPOMOCOMHOM MATOJIOTUEH, BEPOSTHOCTh
BBISIBIICHUS XPOMOCOMHBIX abepparuit okoso 1,4%. Onucan npu Tpucomuu 18

e YiabTpa3BYKOBasi XapAKTEPUCTHKA KAPAHOJIOTHYECKOro aedeKra:

- Omnpenensiercs EXK, koTOpblii MOp(POJOTHUECKH MOXKET OBITh IpPaBbIM
WJIH JIEBBIM

— CnenyeT UCKIIIOYATh aTPE3UI0 U CTEHO3 MaruCTPAJIbHBIX COCY/I0B

— Cnenyer oueHUBATH MOJIO)KEHUE BHYTPEHHUX OPraHOB JUISl UCKITFOUEHHUS
CUHIPOMOB U30MEpPU3MaA

- Ilpm wHCHONB30BaHMM  IIBETHOTO  JOMNIUIEPOBCKOIO  KapTHUPOBAHMS
PYJIMMEHTAPHBIH JKeITy104eK MOKHO yBUIETh 0e3 AB kinanana

—  OTX0XJI€HHE MaruCTpalbHbIX COCYJI0B KOHKOPJAHTHOE, JBOMHOE, YaCTO
TPaHCIIO3ULUS

Pucynok 13 - EquHcTBEHHBIH Kellyj0ueK (aruKaabHBIN YeThIpEXKaMEPHBIN cpe3):
cpok rectanuu 20 HelleNb
1 — enMHCTBEHHBIN XETyI0UEK, 2 — IPABOE MpeAcepane, 3 — JEBOE Mpeacepane
OO0patuTh BHUMaHUE:

- Hannune enMHCTBEHHOTO JKeITy04Ka

- [Ipencepavst paBHOBENUKU

- He Bce popmbl BIIC ¢ oguumM paGoTaromum ey 1oukom sBisirores EXK
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Menuko-reHeTu4eCKoe KOHCYJIbTHPOBAHUE
NPH XPOMOCOMHOM NMATOJIOTUM IJIOAA

B otnuumne ot umzonmpoBanHbix ¢opm BIIC, xupypruueckass Koppekuus
nopokoB CCC XpOMOCOMHOTO Te€He3a He MO3BOJSET M00uThes 3G(HEeKTUBHOMN
peadwiIMTaud  MAMEHTOB BBUIAY TMPUCYIICH ayTOCOMHOMY JIUCOAQaHCY
YMCTBEHHOW oOTcTaNiocTd [7]. B CBSI3M ¢ 3THM, CBOEBPEMEHHOE BBHISBIICHUE
OepeMeHHBIX (ceMeil) BBICOKOTO pHUCKa MO0 XPOMOCOMHOM MaTOJIOTUHU Yy MOTOMCTBA
U TPEenynpekIeHUE PpOXIACHUS OOJBHOTO peOdeHKa SBISIIOTCA aKTyalbHBIMU
3a/layaMy MEJUKO-TeHETHUECKOU CITY>KOBI.

OCHOBHBIMM ~ 3BEHBSIMU  CHCTEMbl MPOPUIAKTUKH  BPOKIEHHBIX U
HACJICJICTBEHHBIX OOJie3HEH SBISIIOTCS TpeHatanbHas auarHoctuka (I1]) wu
MeIUKO-TeHeTHYecKoe KoHcynbrupoBanue (MI'K). [5,6.11]

K ocHoBHBIM noxazanusm nns nposenenus MI'K OepeMeHHBIX TpymlIibl
BBICOKOT'O PHCKa XPOMOCOMHOM MATOJIOTHH Y TUIOJA OTHOCSATCS:

- BO3pACT XEeHIIUHBI (> 35 J1eT);

- 3HAQUUMbIC OTKJIOHEHMsI pEe3yJbTaTOB IPEHATAJBHOTO CKPUHMHIA!
BBISIBJICHHE OMOXUMHUYECKHUX U Y3 MapKepoB XpOMOCOMHOM MAaTOJIOTUH IIJI0/a,

- ceMeiiHbIe cOaaHCHPOBAaHHBIE IEPECTPOIKHA XPOMOCOM;

- HaJIM4Me TTOTOMCTBA (PEOCHOK WIIH IIJI0J) C XPOMOCOMHOM MaTOJIOTHEH

|. Ilepsuunoe npenamanvnoe MI'K OepeMeHHON (CyNpyroB) IOJIKHO
MPOBOJIUTHCA /IO TPOBEJACHUS WHBA3MBHOW TIPOLEAYpbl W  J1aOOpaTOpHOM
JMArHOCTUKH CTaTyca TUI0Jia C IeJIbIO:

- OIICHKUA BEPOSITHOCTH XPOMOCOMHOM MATOJOTWHU TUIOAA TPHU HACTOSIIEH
OEpEeMEHHOCTH;

- ompejAeneHus: HeOOXOIMMOCTH, BO3MOXKHOCTH M ONTHMAJIBHBIX CPOKOB
MIPOBEICHNS MHBA3WBHOW TNAarHOCTHKHY,

- 00CYXKJIeHUsI PUCKA MMPOBEACHUS MHBA3UBHBIX BMEIIATEILCTB JIJISI MATEPH H
TJ10/1a, BEPOSITHOCTH TTOJTYYSHUSI HEOTHO3HAUHBIX JTAOOPATOPHBIX JIAHHBIX;

- TpelocTaBiieHHus WHGOpPMAIMM O TMYTAX peIIeHUs NpoOSeMbl TpU
BBISIBJICHUH Yy TIOIa XPOMOCOMHOTO jJucOanaHca

Il. Iloemopnoe MI'K no peszynemamam I1/].

[IpenaranpHble Y3, UTOTCHETHYECKWE W MOJEKYJSPHBIC HCCIETOBAHHS
MOTYT JaTh CIEAYIONINE Pe3yIbTaThI:

1. Inox 60JieH — peKOMEH1yeTcs MpephIBaHke OEPEMEHHOCTH

2. YV mioma WCKIIOYEHA MATOJIOTUS, B OTHOIICHHH KOTOPOW MPOBOAMIOCH
oOcnenoBaHne — OEPEMEHHOCTD MTPOJIOHTUPYETCS

26



MI' 3axnroueHne TOIKHO COAEPKaTh!

- pe3ynbTarhl Y3 HCCIe0BAaHUM TUI0/]a M TEHETUYECKUX aHAIU30B,

- TPOTHO3 370pOBbsi Oyaymiero pebOeHka (0ojeH, 370pOB, HOCHUTEIb
cOaTaHCUPOBAHHOM MIEPECTPONKH),

- PEKOMEH/IalliU 10 BEJCHUIO TeKYIIeH OepeMEeHHOCTH

- YKa3aHH€ Ha HE0OXOAUMOCTh 100OCIEA0BAHUS POJUTENEH MPU BBISBIIEHUN
y IU10/1a CTPYKTYPHOM XpOMOCOMHOM NIEPECTPOUKH,

- OIICHKY T€HETUYECKOTO PHCKa MOBTOPEHUS XPOMOCOMHOTO 3a00JI€BaHUA Yy
notoMcTBa u Mephl 1] ipu cienyronmx 0epeMeHHOCTSIX .

Aneopumm ouacHOCmMUKU Xpomocomuou namonozuu niooa u MI'K

| otan. IlpoBegenne komOuMHMpOBaHHOTO (Y3 M OMOXMMHYECKOIO)
ckpuHuHra 1 tpumectpa 6epemennoctu (11-13 Henens 6 qHEl recranum).

I »ram.  Orenka  pe3yibTaTOB  YJIbTPa3BYKOBOro  (yBEIMYEHUE
BOPOTHHUKOBOT'O MPOCTPAHCTBA, HAJIWYUE/OTCYTCTBHE HOCOBOM KOCTH, HaJIH4ue
TPUKYCNIUJAIbHON pEerypruTalvy, OTPULIATENBHONM mpelncepaHoil ¢a3zpl B
BEHO3HOM TpoToke, Hanuuue BIIP) u 6noxumuueckoro (3HaueHUs: CbIBOPOTOUHBIX
O0enkoB) wuccinenoBaHui. dopmupoBaHHe  OEpEeMEHHBIX TPYIIBI  PUCKA,
MOJJIEKAIINX TMPOBEACHUI0 MHBA3MBHOM MPEHATAIBHOM JUArHOCTUKU W PaHHEU
axokapauorpadum.

Il atan. llpenamanvhas uneazuenas ouacHOCMuKa TPOBOJIUTCS C IIEJIBIO
YCTaHOBJICHUSI/MCKITFOUEHHSI XPOMOCOMHBIX 3a00JIeBaHUH Yy MJ10/1a.

WNuBasuBHbIe mporenypsl: Ouoricus BopcuH xopuoHa (I Tpumectp),
amuauonentes (I rpumectp).

AHanu3 KapuoTWIa IUI0a ISl YCTaHOBJICHMS/MCKIIOUEHUS YUCIOBBIX U
CTPYKTYpPHBIX ~aHOMaJUH XpOMOCOM MpoBOAMTCA Ha JuddepeHIalbHOo
okpaiieHHbix (GTG-banding) mpenaparax XpoMocoM, MOJYYEHHBIX U3 KYJIbTYpPHI
KJIETOK BOPCHH XOpPHUOHA WJIU KYJbTYpbl aMHUOLMTOB. POpMYIJIbl HOPMAJIBHOTO
kapuotuna: 46,XX (xeHckuit); 46,XY (Myxckoi). s ycTaHOBIEHUSA
XPOMOCOMHOI'O MUKpoucOanaHca UCIIOJIB3YIOTCS MOJIEKYJIIPHO-
nurorenernuecknit (FISH) u MonexynsapHo-reHeTHYecKre METO/IbI.

IV ortan. Ilpu obHapyxeHHH y MJi0/a HecOAJTaHCUPOBAHHOTO XPOMOCOMHOTO
Habopa odopMIIeHHE KIMHUKO-IIUTOIC€HETUYECKOT0 JUarHo3a, OIpeeieHHe
NpUPOALl BO3HUKHOBEHUSl abeppalii — CHopajuyeckas WIM YyHAclleJOBaHHAas.
[Ipy 4HCIOBBIX TMEpecTpoMKax XpOMOCOM Y TIOTOMCTBA KapUOTUIIUPOBAHUE
ponuteneil He mokazaHo. [Ipu BBIIBIEHUM Yy IUIOJ@ CTPYKTYpHOU abeppauuu
MIPOBOJIUTCS IIUTOTEHETHYECKOE 0OceoBaHue poauTeneii Ha nuddepeHnranibHo
okpamennbix (GTG-banding) mpenaparax XpoMocoM, MOJYYEHHBIX U3 KYJIbTYPHI
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auMpoUUTOB  Tepudeprudeckoil KpoBM I UCKIIOYEHHUS /yCTaHOBJICHHUSA
HOCHUTENLCTBA COATAaHCUPOBAHHOW XPOMOCOMHON MEPECTPOUKH.

V srtan. BeiObop TakTuku BeneHuss OEpeMEHHOCTH: MPHUHATHE PELICHHS O
HPOJIOHTUPOBAHUN OEPEMEHHOCTH MpPU HOPMAIBHOM WIH CcOaJaHCUPOBAHHOM
KapUOTHUIIE IUIO/Ia WM TMPEPHIBAHUU OEPEeMEHHOCTH MpPH BBISBICHUU Y IUIOAA
XpOMOCOMHOTO JucOanaHca.

VI »sran. I'emernueckoe nporHosupoBaHue. OLEHKa penpoIyKTHBHOTO
PHUCKA B CEMbSIX, OTATOLIEHHBIX IO XPOMOCOMHOM MaTOJIOTHU.

Puck POKICHUA IIOTOMCTBA C XPOMOCOMHBIM I[I/IC6aJ'IaHCOM 3aBUCHUT.

- OT BO3pacTa Marepu: pucK (GopMUpOBaHUS cHOpaauuecKux GopM
aHEYTUIOUNH OLIEHUBAETCS I OEpeMEHHBIX cTapiie 35 Jer;

- OT MEXaHU3Ma BO3HUKHOBEHHUS a0eppalyH.

[Ipn cnopaguyeckux XpPOMOCOMHBIX MYTALMSIX PUCK HU3KUW, BEITUYHHA
pUCKa OLIEHMBAETCA HAa OCHOBAHMM SMITMPUYECKMX JIAHHBIX JUISI KaXKIOro TUIa
aHOMAaJIMi 1 BO3pacTa MaTepH;

VY Hocutenel cOaNaHCUPOBAHHON CTPYKTYPHOW MEPECTPONKH XPOMOCOM B
KapUOTUIIE  BEPOATHOCTh  HACJIENOBAaHWUA  IMOTOMCTBOM  JICPUBATHUBHBIX/
PEKOMOMHAHTHBIX ~XPOMOCOM  BbICOKasi. PHCK  poXJeHHs MOTOMCTBa C
CErMEHTHBIMM aHEYCOMHUSIMU PACCUMTHIBACTCS C Yy4YeTOM Tumna adeppanuu
(TpaHCIOKAIMs, UHBEPCHS, WHCEPIHS), pa3Mepa IMEePeCTPOCHHBIX XPOMOCOMHBIX
CErMEHTOB, BBDKMBAEMOCTH 3UTOT C CETMEHTHBIMH MOHOCOMHMEW M TPUCOMUEM,
10J1a HOCUTENS IEPECTPOMKH. /[ yCpeIHEHHON OLIEHKH UCITOJIb3YIOTCS 3HAYEHUS
SMIUPHUYUECKOTO pucka [5, 6]. Pacuer MHAMBHIyaabHOTO PHUCKA JUIS HOCHUTEIS
cOQJIaHCUPOBAHHON  XPOMOCOMHOW  TEPECTPOMKH  TPOBOJUTCS  COIJIACHO
pekoMeHanusaM Gardner ¢ y4eTom IMTOreHETHUECKUX XapaKTEPUCTUK abeppaliuu
W aHaJIM3a PoJ0CIOBHOM cembH [11].

VIlI. Taktuka npeHaTalbHOW  JUATHOCTUKU MPU  MOCIEIYIOLIUX
OEpEMEHHOCTAX B CEMbSIX HOCHUTENIEH XPOMOCOMHBIX MEPECTPOEK - CTaHIAPTHBIN
MPEHATAIbHBI CKPUHUHT  JONOJIHSAETCA MpoBeneHueM paHHer 5XoKID' w
VMHBA3UBHOM JUArHOCTUKH U1l YCTAHOBJICHHS LIATOTC€HETUYECKOIO CTATyCa IUIOAA.
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MNPUJIIOKEHUE A
Knaccugukaius BpoXKIeHHBIX aHOMAIUN [ITOPOKOB Pa3BUTHS| CUCTEMBI KpOBOOOpaleHus (1o
MKB-10, 2001)

Kon Tun anomanuu
o MKb-10
Q20 BpoxneHHble aHoMaJMU [MOPOKH Ppa3BUTHsI| cepAeYHbIX KaMep M
coeIuHeHu
Q20.0 OO0muii apTepualIbHBIA CTBOJ
Q20.1 Y 1BoeHure BBIXOJTHOTO OTBEPCTHUSI MPABOIO KETYI0UKa
Q20.2 VY BoeHure BBIXOJIHOTO OTBEPCTHUSI JIEBOTO JKETYI0UKa
Q20.3 JluckopaaHTHOE JKEeTyI0YKOBO-apTEPHATBHOE COSTUHEHNE
Q20.4 Y aBoeHHE BXOIHOTO OTBEPCTHSI JKEITyI0UKa
Q20.5 JluckopaHTHOE TIPECEPTHO-KEITYT0IKOBOE COCTUHEHUE
Q20.6 N3omepus yiika npeacepaust
Q20.8 Jpyrue BpoKJeHHbIE aHOMAJINH CEPACYHBIX KaMep U COeTMHEHUI
Q20.9 BpoxieHHast aHoMaiusi CepJICUHbIX KaMep M COCTMHEHUI HEYTOYHECHHAs
Q21 BpoxneHHble aHOMAJINK [TOPOKH Pa3BUTHS| cepedHON MeperopoaKku
Q21.0 Jedext MexoKenyJ0uKoBOM eperopoaKu
Q211 JledpexT npencepaHoOM neperopoaxku
Q21.2 JedexT npeacepaHo-KeTyA04KOBOM Meperopoaku
Q21.3 Terpana damno
Q214 JledexT neperopoIku Mexay aopTod U JISTOYHOU apTepueit
Q21.8 Jpyrue BpoXXaeHHbIE aHOMAINH CEPICYHON NEPETOPOIKHI
Q21.9 Bpoxnennas anHomanusi CepeYHON MePEropoiKu HEeyTOUYHEHHAs
Q22 Bpoxnennsbie aHOMAJINH [mopokn pa3sBuTHA| JITOYHOI0 "
TPeXCTBOPYATOr0 KJIANAHOB
Q22.0 ATpesus KiianaHa JETOYHON apTepuu
Q221 BposxieHHBIN CTEHO3 KI1anaHa JIETOYHOU apTepuun
Q22.2 BposkeHHas HeIOCTaTOYHOCTH KlaraHa JErOuYHON apTepun
Q223 Jpyrue BpoXkaeHHbIE TOPOKH KJIallaHa JIETOYHOU apTepuu
Q22.4 BposxaeHHbIN CTEHO3 TPEXCTBOPYATOrO KilanaHa
Q225 AHoManus DOmTeiiHa
Q22.6 CuHApOM IPABOCTOPOHHEH THUTIOTUIA3UU CEPLIa
Q22.8 Hpyrue BpoKJIeHHbIE aHOMAJIMK TPEXCTBOPYATOTO KIarmaHa
Q22.9 BposxnenHnast aHomanus TpeXCTBOPUYATOro KilarlaHa HeyTOUHEHHast
Q23 BposkneHHble aHOMAJINU [IOPOKH Pa3BHUTHsI| A0PTAJBLHOI0 M MUTPAJIBHOI O
KJIANIAHOB
Q23.0 BpoxneHHbIl CTEH03 a0pTATbHOTO KJIalaHa
Q23.1 BposknenHast HeIOCTaTOYHOCTh A0PTAJTBLHOTO KJIallaHa
Q23.2 BposxneHHbIi MUTpaJIbHBIA CTEHO3
Q23.3 Bposxnennas MmutpanbHasi HEIOCTaTOYHOCTb
Q23.4 CHHIpOM JIEBOCTOPOHHEN IMIIOIIIA3UH CepALa
Q23.8 Jpyrue BpoXJIeHHbIE aHOMAJINH a0pPTaJIbHOTO U MUTPAIBLHOTO KIJIallaHOB
Q23.9 BposxnenHnast aHomanys aopTaibHOTO U MUTPAJIbHOIO KJIAIaHOB HEYTOYHEHHASI
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Kon

Tun anomanuu

o MKb-10
Q24 Jlpyrue Bpo:XIeHHbIe AaHOMAJIUM [[IOPOKH pa3BUTHA| cepana
Q24.0 Jexcrpokapaus
Q24.1 JleBokapaus
Q24.2 Tpexmnpeacepinoe cepie
Q24.3 BoponkooOpa3Hblii CTEHO3 KIiIanaHa JerOYHON apTepuu
Q24.4 BpoxnenHusiil cy0aopTanbHbIi CTEHO3
Q24.5 AHOMamus pa3BUTHS KOPOHAPHBIX COCYIOB
Q24.6 Bpoxxnennas cepaednas 6Jiokaa
Q24.8 Jpyrue yTouHeHHbIE BPOXK/IEHHbIE aHOMAJIUU CEPALA
Q24.9 BposxeHHbli OPOK cepiia HEYTOUHEHHBIN
Q25 BpokaeHHbIe aHOMAJINH [IOPOKM Pa3BUTHS| KPYNHBIX apTepuii
Q25.0 OTKpBITHIN apTepUabHBINA IPOTOK
Q25.1 Koapkramus aopTsr
Q25.2 ATpesus aopThl
Q25.3 CreHo3 aopThl
Q254 Hpyrue BpoKIeHHbIE aHOMAJIUU a0PThHI
Q255 ATpe3sus JIETOYHON apTepun
Q25.6 CTeHo3 JIerouHol apTepuun
Q25.7 Hpyrue BpoKIeHHbIE aHOMAJIMU JIETOYHOU apTepru
Q25.8 Jlpyrue BpoXKI€HHBIE aHOMAIIMU KPYITHBIX apTepuit
Q25.9 Bpoxnennas anoManusi KpyInHbIX apTepUil HEYyTOUHEHHAs
Q26 BposknenHnbie aHOMAINH [IOPOKH pa3BUTHSA| KPYIIHBIX BeH
Q26.0 BpoxeHHbIN CTEHO3 MOJIOK BEHbI
Q26.1 CoxpaHeHue 1eBOH BEpPXHEW MOJION BEHBI
Q26.2 ToTanpHass aHOMaIUS COSTUHECHUS JICTOUYHBIX BEH
Q26.3 YacTuuHas aHOMaJIUs COSIUHEHHUS JISTOYHBIX BEH
Q26.4 AHOManusi COeIMHEHUS JIETOUHbIX BEH HEYyTOYHEHHAas
Q26.5 AHOManusi COeIMHEHUS! TOPTaIbHON BEHBI
Q26.6 [TopranbHast BEHO3HO-TICUEHOYHO-apTepHUaibHas PUCTYIIa
Q26.8 Jlpyrue BpoXXIeHHBIC aHOMAJTMH KPYITHBIX BEH
Q26.9 [Topok pa3BuTHS KPYITHOW BEHBI HEYTOYHEHHBIH
Q28 Jlpyrue  BpOXIECHHbIe AHOMAaJHMU [IOPOKHM  pa3BUTHSA|  CHCTEMBI
KPOBOOOpamieHus
Q28.8 Jpyrue yTouHeHHbIE BpOK/IE€HHbIE aHOMAJIMK CUCTEMbI KpOBOOOpaIlleHus
Q28.9 Bposxnennast aHomanus cucTeMbl KpOBOOOpAIeHHs] HEYTOYHEHHAs
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ITPUJIOKEHUE b
TecroBble 3ananus. Dxokapauorpadus mioaa

1. VYabTpa3sBykoBble NpU3HAKH TeTpaabl Dajuio:
a)  CreHo3 (aTpe3usi) JIErOYHOW apTepHU

b)  JIMKII

c) T'mmommasus Kyru aOpThl

d) PyammeHTapHas MOJIOCTb JICBOTO JKETYI0UKA

e)  JleKCTpOIO3HUIIHUS A0PThI

f)  Tumeprpodus cTeHKH MPABOro KeTymIodKa
Otsetsrl: a,d,e,f

2. YabTpa3ByKoBbI€e IPU3HAKH 001LEr0 APTEPUAIBLHOIO CTBOJIA:
a) EnuHCTBEHHBI COCyA, BBIXOMAIIMN W3 Cepala, Aol HAYalo CHCTEMHOMY,
KOPOHApHOMY U JIETOYHOMY KPOBOOOPAIICHHUIO

b)  JIMXKII

)  JIMIIII

d)  Arpesus aoptsr
OtBertsl: a,b

3. VYabTpa3ByKoBble NMPHU3HAKH JABOMHOI0 OTXOKIEHHS MATHCTPAJIbHBIX COCYI0B W3
NMPAaBOIo JKEJIYI04KA

a)  OTXOXKIEHHE OJHOIO U HE MEHEE TOJIOBHUHBI JPYrOTo COCY/Ia U3 IPABOTO JKENYI0UKa

b)  IlapamrensHOE pacroioKeHHe MarnCTPAIBHBIX COCYIOB Ha YPOBHE KIIAlaHOB

C)  OTXOXAeHHE OJJHOTO U MEHEE TOJOBHHBI JPYrOro M3 MPaBOTo XKETyI0uKa

OtseTsl: a,b

4.  YabTpasBykoBble  aupepeHInaTbLHO-THATHOCTHYECKHE KpPUTEPHH MEKITY
CHHIPOMOM THIIONJIA3KH JIEBBIX 0TEJI0B CepAla U KOAPKTAIMei:

a)  Bepxymika cepama o0pa3oBaHa IpaBbIM KeETYI0IKOM

b) TIlpu KMCHONB30BAHUU PEXKMMa IBETOBOTO IOMILIEPOBCKOrO KapTUPOBAHUSA B JYre aOpThI
OIPEAEISIETCSI PETPOTPAIHBIH TOK

C)  Omnpenensercs KOMIEHCATOPHOE MOCTCTCHOTUYECKOE PACIIUPEHHE BOCXOIAIIEH a0pThI
OtseTsl: a,b

YabTpa3ByKOBbI€e IPU3HAKHU aTPe3uM JierouHoii aprepuu ¢ JAMI>KII
THITOTUIA3Us TPUKYCITUAATBHOTO KiIalaHa cepa

THITOTUIA3HUs TIPABOTO XKeTyJ0UYKa ¢ THIepTpodueii cTeHkHy,

B 15-35% pa3mepsl MpaBoro kenyn04ka MOryT ObITh HOPMaJIbHBIMU
JAMOKTIT

JlunsTanus JeBOro Kenyaouka

TUIIATALMS TPABOTO Mpecep s

@ "o o0 oo o

IPU OLIEHKE UIMHHOOCEBOTO Cpe3a JIETOYHON apTepHu ONPENESeTCs CYKEHHE JIErOYHOM
apTepHH Ha YPOBHE KIIAIIAHHOI'O KOJIbIA, KJIallaH MOXET OBbITh IPEICTaBIeH MEMOPaHO
Ortsertsl: 8,b,c,d,f,g
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INPUJIOKEHUE B
IIpuMepsl MEIUKO-TEHETUYECKUX 3aKIFOYEHHUH 110 IPOTHO3Y IIOTOMCTBA
IIPU XpOMOCOMHBIX cuHapoMax ¢ BIIC

MEJIUKO-TEHETHYECKOE 3AK/IIOYEHUE (Bapuanr 1)

)5(0) MIPOKOHCYJIBTUPOBAHA MPOTHO3Y OEpEeMEHHOCTH B  CBA3M C
XPOMOCOMHOM TaTOJOTHeH Iioga. AHalu3 KapuoTHNa IUIOJAa MPOBEIEH BBUAY pPacCUIMpPEHUs
BopoTHHKOBOTO TmpocTpanctBa (Nt=3,Imm) u BbeiBiaeHus BIIC (aTpuoBeHTpUKYIspHas
KOMMYHHUKAIHS).

Kapuortun (amunonuter, GTG-banding) — 47, XX,+21

JMuarno3: Cunnpom [layna (tpucomus 21, perynsipaas ¢popma).

3abosieBaHre 00YCIOBICHO CIIOPAJAMYECKON T€HOMHON MyTaIuei.

PexomenaoBaHo rpepbiBaHNe OEPEMEHHOCTH 110 MEIUKO-TeHETUYECKUM TTOKa3aHUSIM

IIporno3 moromcrBa. Bo3pacTHOoil (akTop pHcka OTCYTCTBYeT. Puck poxaeHus
MOTOMCTBa ¢ cuHapomMoM Jlayna Huskuit (1%).

[TonmyAsIIMOHHBI pUCK POXICHUS TOTOMCTBAa C TMoOpokamu pa3Butus — 4%, c
HeauddepeHIUPOBAHHON YMCTBEHHOM OTCTaNOCThIO -2%, ¢ XpoMOCcOMHOM natonorueit < 1%.

IIpenaranbHas JAUATHOCTHKA: CranmapTHbIit MpeHaTATbHBIN CKpUHHUHT;
axokapauorpadus mwioga B 20-22 Heaenu recTaiuu

MEJUKO-TEHETUHYECKOE 3AK/IFIOYEHUE (Bapuaur 2)
0)5(0) MPOKOHCYJIBTUPOBAHA MO TMPOTHO3Y OEPEeMEHHOCTH B CBSI3U C
HamuuueM Y3 MapkepoB matosoruu mioga u Brc (Nt=3,8; BIIC: terpana ®amno). [To qanHBIM

LIUTOr€HETHYECKOTO UCCIIE0BaHMsI Y IJI0/1a BBISIBIIEH XPOMOCOMHBIH JTucOantaHc.

Kapuortun mioaa (amaunonutsl, G-banding) — 46,XX,rob(14;21)(g10;910),+21,mat

Jlnsi yTOYHEHHMsI MEXaHM3Ma BO3HMKHOBEHHUS CTPYKTYPHOH XPOMOCOMHOW IEpPECTPOUKH
MIPOBEJICH aHAJINW3 KapuoTuna poaurteneil. Marb — HOCHTENb POOEPTCOBCKOM TpaHCIOKALUU
Mexkay xpomocomamu 14 u 21. Kapuworun (nmmumbouuts, GTG-banding) - 45,XX,rob
(14;21)(q10;q10).

Juarno3: Cunnapom JlayHa (TpaHciokanuoHHas popma), yHacaeJOBaHHBIMH.

PexoMeHn10BaHO npepbIBaHNE OEPEMEHHOCTH 110 METUKO-TeHETUYECKUM MOKAa3aHUIM

IIporuo3 moromcrBa:

I'enernueckuil pucK poOXKIEHUS MOTOMCTBA C CHHIPOMOM /JlayHa B CBSI3U C HaJIM4YUEM Y
MaTepu poOepTCOHOBCKOU TpaHcaokarmu — 10%.

[TonyasIMOHHBIM pUCK pOXIEHUS TOTOMCTBAa C TMOpokamMu paszButus — 4%, c
Heau(pdepeHIMPOBAaHHON YMCTBEHHOM OTCTaJIOCThIO - 2%, ¢ XpOMOCOMHOM MaTOJIOTHEN MeHee
1%.

IIpenaTanbHasi IMATHOCTHKA'

- KOMOMHUPOBaHHBIN CKpUHUHT 1 TpumecTpa. Panusst 9XO kapauorpadus miona

- NHBA3MBHAs MpeHaTaibHas AUarHOCTHKA (OMOTICHs BOPCHH XOPUOHA WIIM aMHHUOLICHTE3)

- onpeniesienne kapuotuna miona (GTG-banding)

- BBIOOp TakTUKU BeleHHUs OEpeMEHHOCTH B 3aBHCHMOCTH OT XPOMOCOMHOIO CTaryca
mwioga

- IpU HOPMaJbHOM KaumOTHIIE U TMPOJIOHTHpoBaHUU OepemeHHoctH Y3U wu

sxokapauorpadus B 20-22 Hepenu recTaun
34



MEJAUKO-TEHETUYECKOE 3AK/JIIOUEHUE (Bapuant 3)

0)5(0) MPOKOHCYJIBTUPOBAHBI O MPOTHO3Y OEPEeMEHHOCTH B CBS3H C
BBISIBJICHUEM Y ILIOJIa XPOMOCOMHOTO AucOanaHca.

AMHHOLIEHTE3 TPOBEJEH B CBSI3M C BO3PACTHBIM PHUCKOM M HaIM4YueM Y3 MapKepoB
natosoruu mwroaa (Nt=4.1; BIIC: IMXII, koapkrarus)

Kapuorun mioxa — 46,XY,rec(10)dup(10p)inv(10)(p13g26.3)pat.

JAuarno3. YHacineq0BaHHBI KOMOMHUPOBAHHBIM XPOMOCOMHBIN TUCOANAHC: AYTIJTUKAIIIS
IUCTAILHOTO CEerMEHTa KOpOTKOro mieda (pl3->pter) u genenusi TEPMUHAIBHOTO CErMEHTA
JUHHOTO Tieda (g26.3->qter) xpomocomsr 10.

PexomMeHn10BaHo rpepbIBaHNE OEPEMEHHOCTH 110 MEIUKO-TCHETUYECKUM TTOKA3aHUSIM.

IIporuo3 noroMcTBa Cynpyros:

['eneTnveckuil puUCK POXKIACHUS TOTOMCTBA C  YHACJIEJOBAaHHBIM  XPOMOCOMHBIM
3a00JIeBaHUEM B CBSI3M C HATMYUEM Yy OTIIa HHBEpCHH XpoMocoMbl 10 Beicokuit — 10%.

[TonmyAsIMOHHBIM pUCK POXICHUS TOTOMCTBAa C TMoOpokamu pa3Butus — 4%, c
HeaudGepeHIUPOBAHHON YMCTBEHHOM OTCTAIOCTHIO - 2%, ¢ XpOMOCOMHOW MaTOJIOTHEN MeHee
1%.

IIpenaranbHasi AMATHOCTHKA!

- KOMOMHUPOBaHHBINM CKpUHUHT 1 Tpumectpa. Pannss X0 kapauorpadus mioga

- MHBAa3UBHAs NIPCHATAIBHAS TUATHOCTHKA (OMOTICHS BOPCHH XOPUOHA WJIM aMHUOIICHTE3)

- onpenesienne kapuotua mioga (GTG-banding)

- BBIOOp TaKkTUKHU BeJEHUS OEPEMEHHOCTHM B 3aBHCHUMOCTH OT XPOMOCOMHOTO CTaryca
mwioaa

- TpU HOPMAaJbHOM KauWOTHIE U TMPOJIOHTUpOBaHMU OepemeHHoctH Y3U wu
sxokapauorpadus B 20-22 Hepenu recTaiun

MEJIUKO-TEHETUHYECKOE 3AK/IIOYEHUE (Bapuanr 4)

0)5(0) NPOKOHCYJIBTHUPOBAHbI IO MPOTHO3Y OEPEMEHHOCTH B CBS3H C
HanmuureM y moga MBIIP: BIIC (JIMXKII, nepepbIB Ayru aopThl, a0pPTO-ITyJIbBMOHAJIBHOE OKHO),
areHe3usi TUMyca, pacilleJnHa HeOa.

Kapuortun mioaa (amanonuts, GTG-banding) — 46,XX - HopMalbHbI#

FISH ananu3 (amaunonuts) — 46,XY.ish del(22)(q11.2q11.2)(TUPLE)

Muarno3. Cunapom mukpozaeneruu 22¢11.2. (kivHUYecKuidl BapuaHT - cuHIpoM /[u
JIxop/km), 00yCIOBIIEHHBIN CIIOpaguiecKoi MyTalue.

IIporno3 moromcrBa. Cynpyru 310poBbl. PUCK pOXIEHUS MOTOMCTBA C MUKPOJAEIICHHEN
22q11.2 au3kwuii (MOMyNAIUOHHBIN).

[lonmyasMOHHBIM pUCK POXKIAEHUS IIOTOMCTBA C MOpoKamu pas3Butus — 4%, ¢
HenuddepeHIMpPOBaHHON YMCTBEHHOM OTCTANOCThIO - 2%, ¢ XpOMOCOMHOI MaTojorhel MeHee
1%.

IIpenaranbHas AMATHOCTHKA! CTaHJapTHBIN MIpeHaTaIbHBINA CKpUHHUHT;
axokapauorpadus B 20-22 Heeau recTaluu
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