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The use of chromosomal microarray analysis for the diagnosis of
chromosomal pathology in fetuses with congenital malformations of the
heart

Pestome

PacnpoctparerHocTs BIMC y nnopa coctasnset B cpegHem 8 cnyyaes Ha 1000 pogos (5,6 — 15,32 B 3aBUCUMOCTY OT CTPaHbI) 1
7,2 Ha 1000 xwBopoxaeHHbIx. 0kono 50% aTux aeTer 683 0ka3aHus BbICOKOKBUMULMPOBAHHOM NOMOLLM NOrMOatoT B Nepuos
HOBOPOXZEHHOCTH, eLLe 25% - B NepBbIA rof XU3HK. Lienb HaLero nccnegosaqus SBunoCck OnpedesneHue YacTotbl U CTPYKTYpbI
XPOMOCOMHbIX aHOMaAW Y NNI0A0B C AMarHOCTMPOBAHHbIMY NOPOKaMIA ceppaLa. B uccnenoBaue 6binn BKo4eHb! 152 6epemeHHble
KEHLLMHbI, KOTOPbIM 6bINa NPOBE/EHA MHBA3UBHAA NpeHaTanbHas auarHoctuka B 2013-2019 rofy B CBSA3M C BbIABNEHUEM Y NNI0AA
no pe3ynbratam Y3I BpoXaeHHOro nopoka cepaua. Mony4eHHbIA 0T nnoJa Matepuan bbin UCCneaoBaH MeTOL0M XPOMOCOMHOM0
MUKpOMATPIYHOro aHanu3a (XMA). PasnnyHble XpOMOCOMHbIE aHOManuu Gbinu BbisBReHbI Y 49 (32,2%) N0Z0B C NpeHataibHo
[MarHoCTMPOBaHHbIMU NopoKamu cepaua. Y 25 (16,4%) nnoaos ¢ BIC 6binu AarHoCTUPOBAHbI aHEYNoUaNM (YUCI0BbIE aHOMA-
nn xpomocom). MatorenHble CNVS (CTPYKTYpHbIE XDOMOCOMHbIE NEPECTPOiKi) ObInn AUArHOCTUpOBaHbI Y 24 (15,7%) nnogos ¢
nopokamu cepava, npudem B 10 cyyasx 6bin BbISBEH CUHAPOM Jeneuuy 22q11.2. Takum 06pa3om, XpOMOCOMHbIE CUHAPOMbI
MEIOT 60MbLLION YeNbHbIR BEC cpeam npuyiH BIC. Mpuyem 3Ha4UTENbHYIO YaCTb U3 HUX COCTABARIOT CTPYKTYPHbIE NepecTpoii-
Ki, NSt IMArHOCTUKI KOTOPbIX HE0CTATOYHO CTAHAAPTHOTO LMTOTEHETUYECKOr0 UcenedoBanms. Hanbonee 4acto XxpOMOCOMHbIE
aHOMasW BbISBAANUCH Y NNOOB, Y KOTOPbIX UMENACH COYETaHHbIE MOPOKI Pa3BUTLS.

Kntoyesble cnoBa: XpOMOCOMHbIA MUKDOMATPUYHbIA aHANW3, NpeHaTaibHas ANarHoCTiKa, BPOXAEHHbIE NOPOKM CepaLa

Summary

The prevalence of congenital heart defects in the fetus is on average 8 cases per 1000 births (5.6 - 15.32 depending on the
country) and 7.2 per 1000 live births. About 50% of these children without the provision of highly qualified care die during the
neonatal period, another 25% in the first year of life. The aim of our study was to determine the frequency and structure of
chromosomal abnormalities in fetuses with diagnosed heart defects. The study included 152 pregnant women who underwent
invasive prenatal diagnosis in 2013-2019 due to the detection of a congenital heart defect in the fetus by ultrasound. The material
obtained from the fetus was studied by the method of chromosome microarray analysis. Various chromosomal abnormalities
were detected in 49 (32.2%) fetuses with prenatally diagnosed heart defects. Aneuploidy (numerical chromosome abnormalities)
was diagnosed in 25 (16.4%) fetuses with congenital heart defects. Pathogenic CNVs (structural chromosomal rearrangements)
were diagnosed in 24 (15.7%) fetuses with heart defects, and in 10 cases, 22q11.2 deletion syndrome was detected. Thus,
chromosomal syndromes have a large share among the causes of congenital heart defects. Moreover, a significant part of
them is structural adjustment, for the diagnosis of which is not enough standard cytogenetic studies. Most often, chromosomal
abnormalities were detected in fetuses that had combined malformations.

Key words: chromosomal microarray analysis, prenatal diagnosis, congenital heart defects
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YPAJIbCKUN
MEZULIMHCKUN XKYPHAJT

OBSTETRICS AND GYNECOLOGY

Beenenue

BpoxneHHble TOPOKH CepAlia HepeaKo BXOIST B CO-
CTaB TEHETHYECKHX CHHAPOMOB, HO MX HO30JIOTHUYECKas
MIPHUHAUIE)KHOCTH OBIBa€T TPYIHO paclo3HaBaeMa B IpeHa-
TaJbHOM NIEPUOJE.

CBOEBpeMEHHAasl JIUarHOCTHKAa KOHKPETHOTO TI'CHETH-
YEeCKOT0 CHHIpPOMA IOMOTAeT OyIyIIMM pPOAWUTETSIM MOIy-
YUTh JIOCTOBEPHYIO MH(OPMALMIO O MPOTHO3E Ul JKH3HH,
37I0pOBBSI M Pa3BUTHS peOeHKa MOCIe POKAEHHS, MOTyIUTh
PEKOMEHMAIMU M0 TIAaHHPOBAHHUIO JETOPOXKACHUS U TIPO-
(UIaKkTHKe aHOMAlIMH y ITOTOMCTBA B JajIbHEHIIeM, a Bpa-
YaM - ONPEAeNUTh TAKTHKY BEAEHHS OOIBHOTO, B TOM YHC-
JIe OLEHUTh BO3MOXXHOCTb M, INIABHOE, LIE€I€CO00Pa3HOCTD
MIPOBECHNS KapIHUOXHPYPTUUECKOH KOPPEKIHH, OIEHHUTHh
IMNOTCHIHMAJIBHBIE PUCKU XUPYPIrUYECKOIro BMEIIATCILCTBA.
lenetnueckuii CHHAPOM, HE SIBISSACH aOCOIIOTHBIM IPOTHBO-
MOKa3aHUEM K OIepallii Ha Cepille, TeM He MEHee, B CHITy
OIIPE/ICJICHHBIX OCOOCHHOCTEH, MOXKET OCIIOKHHUTH KaK XOI
caMoH omeparyy, Tak ¥ BbI3BaTh Pa3lHYHbIE IPe- U Moce-
OIlepalliOHHbIe OCJIOXKHEHUs. B yacTHOCTH, IpH cUHApOME
Xonra-Opama 3aTpyJHeHa IyHKIUS MepuPEepUIecKux apTe-
pHii B CBSI3M C TAaTOJIOTUEN TyueBOH KOCTH U, COOTBETCTBEH-
HO, aHOMAJIbHBIM PACIIOJIOKEHHUEM COCYHOB, a IIPU CHHIPO-
Me TepHepa BBICOKA BEPOATHOCTH MOBPEXICHUS I'PYJHOTO
nuMgarmdeckoro mnportoka. IlocieonepannoHHBIH TEepHOX
cunapomoB bexButa-Bunemana u JuJl>opmxu Moxer co-
MIPOBOX/IAThCSl CYIOPOTaMH THUIONIMKEMUYECKOH M THIO-
KaJbIIMEMUIEeCKOH MPUPOJBI, a TakKe MpodaeMaMu HHQEK-
LIMOHHOTO Xapakrepa [1].

XpPOMOCOMHEIE CHHIPOMBEI JUArHOCTHPYIOTCS IIPH-
mepHo y 1/3 nerteii ¢ BIIC u, kak mpaBuio, He UMEIOT Xa-
PAKTEPHOTO HACIEJOBaHMS 3a HCKIIOYEHHEM CIIy4aeB HO-
CHTENBCTBA POIMUTEISIMH CTPYKTYPHBIX HEpPECTPOEK THIIA
TpaHCIIOKalui 1in nHBepcuid. Hanbonee yacTeiMu XpoMo-
COMHBIMH CHHJPOMaMH, KOTOPHIE AWATHOCTHPYIOTCS IPH
Hannuuu BIIC y muiona, sBnsorces Tpucomuu 13 (cuHApOM
[aray), 18 (cungpom DaBapaca) u 21 (cungpom [ayHa) [2].
OpHako HEpPEeOKO MPUYMHON CHHIPOMAIbHOW MATOJIOTHUH C
BIIC oka3biBaeTcs CTpyKTypHast XpOMOCOMHas IEPeCTPO-
ka (CNV), xotopasi HE BBIABIAETCA MYTEM CTaHAAPTHOTO
[IUTOTCHETUYECKOT0 UCCIICIOBAHHS, HO MOXXET OBITH BBISB-
JIeHa TIPU IPOBEJCHUH XPOMOCOMHOTO MHKPOMAaTPHIHOTO
aHaJlu3a, HapuMep, MUKpopenenus 22-od XPOMOCOMBI.
CyOMuKpockonndeckas fenenus paiiona q11.2 XxpoMocoMbl
22 sBngercs Hanbosee 4acTOW MPUYMHOW (OPMHPOBAHUS
koHOTpyHKanbHbIX BIIC (00uuii aprepuanbHbIi CTBOJI, Te-
Tpana danno, aTpe3us JIETOYHOU apTepuu U Ap.). JaHHBIH
CHUHIIPOM BCTpedaeTcs ¢ yacToToit 1:2000/4000 )HBOPOXK-
JCHHBIX, U SBISETCSA CaMbIM YacTBIM MHKPOJEJICIIHOHHBIM
CHHIPOMOM, AWarHOCTHPYEMBIM Y HOBOPOXJEHHBIX. Kax
npasuio, jgeneuus 22qll.2 npuBoAUT He K U30IMPOBAH-
HBIM, a K cHHApoManbHBIM (opmam BIIP, oObenuHeHHBIX
Ha ceronHsamHui aeHp B rpynny CATCH 22. B rpynny
CATCH 22 Bkmtouensl: cuaapoM Ju-/xopmKu, CHHIPOM
KOHOTPYHKaJIbHBIX U JIMLEBBIX aHOMAJIUH H BEJI0-Kapauo-
(danmaneHbil cHHAPOM. BapnaGenbHOCTh KIMHHYECKHX
MIPOSIBIICHUH Y OOJBHBIX OYEHb BEIHMKA: OT (OpM C TsKe-
JIBIMH TTOPOKAaMH CepALla ¥ UMMYHOIS(GHUIUTOM IO JIETKUX
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(hopM, TPOSBIISIOMUXCS TONBKO JINIIEBHIMUA aHOMAIUSIMH U
TUIepHa3ajJbHBIM TOJI0OCOM. B cpeaHem, pasmep Mukpone-
nemmn 22q11.2 cocrasuser ot 1.5 mo 3Mb, 4TO HE MO3BO-
JsIeT MACHTU(QUIUPOBATh AAHHYIO NAaTOJIOTHU ITyTeM CTaH-
JApTHOTO IIUTOr€HETHIECKOTO KapUOTHIINPOBaHUS [3]

Ponp nenemuii 22q11.2 B popmupoBanuu BIIC Opura
XOpOILO OMHCAHa JIO MOSBICHUS aHAJIH3a XPOMOCOMHBIX
mukpounrioB (XMA) [4]. YactoTa pacmpocTpaHEHHO-
ctu geneuun 22qll.2 mpu mepepsiBe OyTH aopThl TUIA
B BcTpeuaercs npumepno B 50% cnyuaes, B 33% npu
obmeM aprepuadbHOM cTBONE, B 15% cmydaeB mpu Te-
tpane ®amno u B 5-10% npu AMXKII [5]. ¥V nanueHnToB ¢
nenemueit 22q11.2 cMepTHOCTD 3HAUYUTEIBHO BHILIE, & XU-
pyprudeckoe ¥ NepruolepanuoHHOe TCYCHHE OCIOXKHICT-
Csl COITyTCTBYIOIUMH NATOJOTHSIMH, TAKUMH KaK HHU3KUI
ypOBEHb UMMYHHUTETA, TMIIONAPATUPHO3 U THIOKATIbIIHE-
MHUYECKHH Kpu3. [6]

B xnumHMYeckux pexkoMeHAauuAX ~AMEpUKaHCKOU
Komnernn AxyuniepoB-I'mnexonoros (ACOG) n O6uiectBa
Menumunaer Marepu u Ilnoga (SMFM) otmeuaetcs HeoO-
XOIUMOCTb UCIOJIb30BaHUd XMA B KauecTBe TeCTa NepBOi
JMHUY B CIydYasX, BELIBICHHUS IO pesynbTaraMm Y3 mopo-
KOB pa3BuTus miozaa. B 2012 rogy MyasTUIIEHTPOBOE UCCIIe-
JIoBaHMe, opraHm3oBaHHoe HanmonameHbIM HHCTHTYyTOM
3nopoBbst Pebenka n Uenoseueckoro Pazsutus (NICHD),
[0Ka3aJ10, YTO HpU OEPEeMEHHOCTSIX C YCTaHOBJICHHBIMHU
YIABTPa3BYKOBEIMU AHOMAIMSIMA M HOPMAlbHBIM KapHOTH-
oM y miiona, B 6% cirydaeB npu nposeaeHnn XMA Obuin
oOHapyKeHbI KITHHUYecKH 3HaunMbie CNVs [6, 7, 8]

[IpeumyecTBOM XpPOMOCOMHOTO MHMKPOMATPUYHOTO
aHaJm3a, 10 CPAaBHEHUIO CO CTAHIAPTHHIM aHAJIN30M KapH-
OTHIIA, SBIISETCA BBICOKOE TUATHOCTHYECKOE Pa3pelIeHue
METO/Ia, YTO ITO3BOJISET BBISIBITH OOJIbIIEE KOJINYECTBO I1a-
toreHHbIX CN'Vs, KOTOpbIe HMEIOT HeOIarompusaTHEIH ITOCT-
HaTaJbHbII nporso3. Kpome toro, nockonsky JIHK moxer
OBITH BBIIETICHA U3 HEKYJIbTHBHPYEMBIX 00pa3IoB, pe3yllb-
TaThl Oy/IeT MOIy4eHbl ObICTpee, YeM MPU KapHOTHUIIHPOBaA-
HUH, KOTOpPOE TpeOyeT KyJbTHBHPOBAHMUS KJICTOK, YTO 4aCTO
UMEEeT pelIalolee 3HAUYCHHE MPU MMOCTAaHOBKE IIPEHaTallb-
HOTO JuarHo3a. XpOMOCOMHBI MHKPOMaTPpUYHBIH aHAIN3
SBISIETCS. CTAHJAPTH3UPOBAHHOW MPOIEXypoH, KoTopas
BKJIIOYAET B ce0sl MCIOIb30BaHNE KOMIBIOTEPHOTO aHAJH3a,
B TO BpeMs KaK KapHOTHIHPOBAaHHE BKIIOYAET MHKPOCKO-
MHYECKOE UCCIIEJOBAaHUE OKPAIIEHHBIX XPOMOCOM H UMEET
CyOBEKTUBHBIH XapakTep W IOBBIIICHHBIH PHCK OIINOKH,
CBSI3aHHBIN C YETOBEUECKUM (HaKTOPOM.

Momnorennbie 6osie3nn ¢ HamuuueMm BIIC ¢ xapakrep-
HBIM HACJIEZIOBAHHEM MOTYT MMETh ayTOCOMHO-JOMHHAHT-
HO€ WJIM ayTOCOMHO-perieccuBHOe HacnenoBanue [9]. Ilpu
HaJINYUH MOHOTEHHOH ITaTOJIOTHH HOBTOPHBII PHCK POXKIe-
HUs peOeHKa ¢ MOPOKOM cepiua Hauboiee BhICOKHM. [lo-
UCK MOHOTeHHOU mpuuuHbl BIIC MOXET OBITH CIeIyOIUM
3TanoM 00CIEOBaHMS, TOCIE UCKITIOYEHHS XPOMOCOMHBIX
AQHEYIUIOMINH, a TaK)Ke MHUKPOMYIIMKAI[MOHHBIX U MHKPO-
JIENICIIMOHHBIX CHHPOMOB.

Lens nccnenoBanus: ONPeAEIUTh YACTOTY U CTPYKTYPY
XPOMOCOMHBIX aHOMAJIHH Y IUIOJIOB C TUarHOCTHPOBAHHBIMA
MOPOKaMH CEepIIIa.
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Marepuanbl 1 MeToabl

[TpoBeneHO pPeTPOCHEKTHBHOE, KOTOPTHOE, OINCATEb-
HOE HCCIIEZIOBAHHE.

B nccrnenoBanne ObuH BKIIOUCHBI 152 GepeMeHHBIE
JKEHIIMHBI, KOTOPBIM ObIiTa IPOBE/IeHa MHBA3WBHASI [IPEHATAIIb-
Hast quaroctuka B 2013-2019 roay B cBs3U C BBISBICHUEM Y
wiofa Mo pesynasrataM Y3U BpoXKIEHHOTO MOpOKa Cepla.
HccnenoBanue npoBoMiIoch Ha 6a3e MeIUKO-TeHETUYECKOrO
nentpa «l'enomen». B 72,3% (110/152) cmydasx Obu1 mpoBe-
JIeH aMHHOLeHTe3, B 9,2% (14/152) - xopnouenres, B 18,4%
(28/152) - 6uoncust BopcuH xoproHa. Cpok GepeMeHHOCTH y
MAIMeHTOK Ha MOMEHT oOciemoBaHus Obul y 6,6% (10/152)
ot 10 mo 14 Hexens, y 38% (58/152) or 15 mo 20 Hexens,
y 55,2% (84/152) 6onee 21 nemenmu (B cpenHeM 19 Henmens).
[omyuenHslil oT mIoga MaTeprall ObLT HUCCIIEOBAaH METOIOM
XPOMOCOMHOTO MUKPOMAaTpUIHOTO aHaimsa (XMA).

[pu mnpoBenernu XMA  wucnonb3oBamuch SNP-
onuronykieorunupie  Mukpomarpunbsl  (Thermo  Fisher,
CILIA) ¢ paspematomeii ciocobnoctsto ot 800 000 m.H. (B
OTJIEJIBHBIX KJIIMHUYECKH 3HauuMbIX peruoHax ot 500 000
1.H.). Beinenenne u ananusz ITHK npoBoamiuce B cOOTBET-
CTBHH C IIPOTOKOJIOM MPOU3BOAMTENS peareHToB. Omnpenene-
Hue Bapuanuil yncna konuit (CNVs) npon3Boamiocs myTeM
H3MEpEeHHs HHTEHCUBHOCTHU CUTHAJIA C 30HIOB.

Pe3ynbTatbl U 06CyXAeHME

Pa3znuuHbie XpOMOCOMHBIC aHOMAJIMK ObUTH BBISIBICHBI
y 49 (32,2%) mI00B € MpEeHATATBHO TUarHOCTHPOBAHHBIMHU
MOPOKAMH CeplIa.

VY 25 (16,4%) mnonos ¢ BIIC GbuH HarHOCTHPOBAHBI
AHEYIUIONINK (IHCIIOBbIE aHOMAITMKH XPOMOCOM). BhUIO BBI-

siBiieHo 15 monoB ¢ Tpucomueir 21 (cunapomom Jlayna), 3
iofa ¢ Tpucomuer 18 (cuHmpoMoMm DiBapica), 5 MIONOB C
Tpucomueit 13 (cunapom Ilaray), 1 mnox ¢ MoHocomuent X
(cuanpom Teprepa), B 1 cirydae ObUIa BBISBICHA TPHILIOWIHS.

[Narorennsie CNVs (CTpyKTypHBIE XPOMOCOMHBIE Iie-
pecTpoiikn) ObUIM AuarHocTupoBassl y 24 (15,7%) mionos
¢ MOpOoKaMH cepxma, npudeM B 10 ciaydasx ObUT BBISBIECH
curapoM neneruu 22q11.2 B ocraneubix 59% ciydaeB (y
14 mmonoB) Osumm merektHpoBaHsl CNVs 3arparmsaromiye
YYaCTKH Pa3IHYHBIX XpoMOCOM. CIEKTp BBISBIEHHBIX XPO-
MOCOMHBIX aHOMAJTHH TIpeacTaBiIeH B Tabmuie 1.

[Jasee MBI paznenuiy ManueHToK Ha 3 rpymmel. B 1
TPYIIy BOIUIM T€, Y KOTO OBUIM TMarHOCTHPOBAHbI y IUIO-
JIOB M30JIMPOBAaHHBIE TIOPOKH CEpAIa. 2 TPYIIy COCTaBUIN
MALUCHTKU ¢ KOMOMHUPOBAaHHBIMU ITOPOKAaMH CepALA ILIO-
na. B 3 rpynmy BoIUTH ManueHTKH, y KOTOPHIX Y IUIOJA I0-
MHMO MOPOKOB cepaua 6putn BeigeiaeHs! BIIP npyrux opra-
HOB U CHCTEM.

B GompmmHCTBE caydaes - y 61 (40%) mnogos Habmo-
JIaJICh N30JIMPOBAaHHBIE MOPOKH CEPIILIA, U3 KOTOPBIX CaMbIM
YacThIM aTPUOBEHTPUKYIsApHBIN KaHaT (ABK) — y 20 mogos
(33% cpenu 1IIONOB C M30JIMPOBAHHBIMHU TOPOKAMH Cepi-
1a), y 18 maomnos (29,5% mnonoB 3ToH rpymnier) OBUT BEISB-
neH gedext MexokenyaoukoBoii neperopoaku (JAMXKII), y 5
(8%) npasas jxyra aoptsl, 1o 4 (6,5%) ioga UMeIH TpaHCc-
MO3UIINIO MAaTUCTPAIBHBIX COCYAOB M OO apTepHambHBII
ctBOI 6,5%, 3 (5%) - cTeHO3 aopTanbHOrO KiamnaHa, 2 (3%)
- IBOMHOE OTXOXKIEHHE MarucTPaIbHBIX COCYIOB OT IIPaBOTO
xemynouka), 1 (1,6%) - anomanuto koHotpyHkyca u 1 (1,6%)
CTEHO3 JIeTouHoi aprepun. B 3 ciyuasx (4.2%) tun BIIC ne
ObLT yKa3aH.

Tadauua 1. XpoMocoMHbIe aHOMAJIMH, ONpeaeieHHbIe y mioaos ¢ BIIC
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Ta6auua 2. CTpyKTYpa XpOMOCOMHBIX AHOMAJIHI Y IJI00B ¢ H30JIMPOBAHHBIMHU MOPOKAMH cepana

Tadomauua 3. CTpyKTypa XpOMOCOMHBIX AaHOMAJIMIi Y MJI0/10B ¢ KOMOMHMPOBAHHBIMHU MOPOKAMH CepaLAa

Cpenn msonmupoBarHbIX BIIC wactora XxpomocoMHOIt
narosiorus cocraBuia 31% - XxpoMOCOMHbIE aHOMAIMU OBLIN
obHapyxeHb! y 20 rmrogoB 3Toi rpymmsl. CTpyKTypa XpoMo-
COMHBIX aHOMAJINH Y 110108 ¢ n3onuposanHbeMu BIIC npen-
craBieHa B Tabnuue 2.

IMpu tpucomun 21 B 100% - y 12 monoB, ObUT THarHO-
ctupoBad ABK. IIpu cunapome aenenun 22q11.2 y 2 miionos
OB - 00mMit aprepranbHbIi cTBo, y 1 —JIMXKII, y 1 - cTe-
HO3 JIETOYHOW aprepuu). Y Iuiofa ¢ Ayruiumkanueit 4q21.1
65611 muarnoctupoBan JJMIXKII, 8p23.1 —12.5% - ABK, c ne-
nermedt 4q32.3 - cTeHO3 a0PTAIBHOTO KJalaHa, ¢ Aeienuen
9q33.3 - oOmumii apTepUaNbHBIA CTBOI.

KomOunmnposanasie BIIC ObutM QHATHOCTHPOBAHBEI Y
54 (35%) nnonoB. B 3T0i1 rpynne XxpoMocoMHas aToNIOTUs
Obu1a uarHoctuposana y 11 (20%) mionos, npuaem 72% u3
HUX cocTaBUIM natoreHHsle CNVs, BBISBIEHBIE Y 8 TIIIOOB.
CTpyKTypa XpOMOCOMHBIX aHOMAQJIMH Y IIJIOJOB ¢ KOMOWHH-
posanubivu BIIC npencrasnena B Tabmure 3.

Bo 2 rpynme syndrome 22q11.2 deletion syndrome 6511
BBISIBJICH y 3 IIOJOB, y MIEPBOTO U3 HUX UMENOCH COUCTaHHE
JMIDXK c npaBoii myroit aoptel, y 2 - coueranue JIMKII
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CO CTEHO30M aopThl, y 3 - Terpana ®ammno. [Ipu curapome
chromosome 22q13.2 deletion Ob10 OnpeeseHO codeTaHne
JIMOKII n xoapkTauuu aopThl, IpU CHHIPOME WHBEPTUPO-
BaHHOM § xpomocomsl - couetanue JJMIXKII u obmiero apre-
PHAIBEHOTO CTBOJIA, Y IUTOZA C TyIUTHKaIueit 2p25.2 65110 co-
YeTaHUe ABOWHOTO OTXOXKIEHUS] MarUCTPAIbHBIX COCYIOB OT
IIPaBOTO JKelyl04Ka ¢ TeTpanoil damio, y mioaa ¢ genenueit
3p26.3 deletion - Terpaga Damio.

Amneyrion iy ObUTH TUArHOCTUPOBAHBI Y 5,6% II0/I0B BO 2
TPyTIIe, BCE OHH IPHXOMFITHICH Ha TpricoMmuro 18 xpomocomst. BIIC
IpY CUHZpOMe DBapaca BKIodany B cedst coueranust JIMKII ¢
koapkrarueil aoprsl, JIMKII ¢ ABK u JIMXKII ¢ nBoiHBIM OT-
XOXIEHHEM MarHCTPATIbHBIX COCYIOB OT TIPABOTO XKETYI0YKA.

B 80% - y 43 mnonoB, B JaHHOWM rpymiie MIOMOB ObLT
YCTaHOBJIEH HOPMAJIbHBIN MOJIEKYIISIPHBIA KapHOTHIT

CoueTanue H30JIMPOBAHHOTO BPOXKICHHOTO IOPOKa
cepama ¢ MopokaMu Apyrux obmacteil Habmomanocs y 28
mwionoB - 18,5% cpean Bcex obcnemoBanHbIX. CoueTaHue
KOMOMHHPOBAaHHOTO BPOXKIEHHOTO ITOPOKa Cep/IIia C MOpoKa-
MH JApyTHX obnacreif Habmonanocs y 10 (6%) maoxos. Beero
B 3 rpyniy Bouuio 38 mauueHToK. XpOMOCOMHAs MaToJIOTUsl
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Tadmuua 4. CTpyKTypa XpOMOCOMHBIX AaHOMaJIMI{ Y 10108, nMeromux BIIC u nopoku apyrux opraHoB 1 cucTeM

B 9TOM rpymme Bcrpeyanack ¢ yactotor 39,4% (15 mionos).
CTpyKTypa XpOMOCOMHBIN aHOMaJHUi B 3 TpyIIe IpeacTas-
neHa B Tabnuie 4.

TakuMm 00pa3oM, XPOMOCOMHBIE CHHIPOMBI HMEIOT
Oosbioii ynensHbI Bec cpeau npuuul BIIC. [Tpuuem 3Ha-
YHUTEJIBHYIO0 YacTh U3 HUX COCTAaBIIIIOT CTPYKTYpHBIE Iepe-
CTPOMKH, A AMATHOCTUKHM KOTOPBIX HENOCTATOYHO CTaH-
JapTHOTO IUTOTEHETHYECKOro uccienoBanus. Haunboree
94acTO XPOMOCOMHBIC aHOMAIIMU BBISBISUINCH Y IUIOAOB, Y
KOTOPBIX UMEJIUCH COUYETAHHBIE ITOPOKH PA3BUTHUS.

VuuThIBas MONYyYCHHBIE PE3YNIBTATHI, MBI CUHTACM,
4To B ciay4ae BbisaBieHus BIIC y mioza, manueHTKy Heooxo-
VMO HAaIpaBUTh Ha MHBA3WUBHYIO IPEHATAIbHYIO AHArHO-
CTHKY (HE3aBHCHMO OT YPOBHS PHCKa, MOJYYEHHOTO MpU
MIPOBEJICHNH KOMITJIEKCa PeHaTalbHON nuarHocTukn). [pn
[IPOBE/ICHUH HHBA3MBHOI JMarHOCTUKH B Ka4eCTBE TECTa
NepBOH JMHHUHU 11e1ecO00pa3HO UCIONB30BaTh XPOMOCOM-
HBIIf MUKPOMAaTPUYHBII aHAJIN3, IIOCKOJIBKY MHOTHE XPOMO-
COMHBIE CHHJPOMBI (MHKPOJEICLHH 1 MUKPOLYTUIUKALIHHN),
JOCTaTOYHO YacTO BCTPEUAIOIINECS B HCCIIEyeMOH rpymIie,
HE MOTYT OBITh BBISBICHBI C IIOMOIIBIO IUTOT€HETHYECKOTO
HCCIIEI0BAHHUS.

3aknioyenne

TonydeHHbIe TaHHBIC IEMOHCTPHUPYIOT BBICOKYIO HYacTOTy
BBIIBIICHHSI XPOMOCOMHOIO JicOaiaHca y IUIOOB C MOPOKaMH
cepruia. [TprudeM 3HAYUTENBHYO YacTh BBITBICHHBIX XPOMOCOMHBIX
MepecTpoeK cocTarysioT HaroreHHble CNVS, MeTeKIusi KOTOpbIX
HEBO3MOYKHA TIPH TIPOBEJICHUH CTAHJAPTHOIO IUTOTEHETHYECKOTO
uccienoBanys (kaprorrma). Mcnomszopanne XMA i uarHocTa-
KH TeHETUYECKOH TTAaTONOTHH, KaK MPUYMHBI BPOXKICHHOTO TIOPOKa
CepIa, MO3BOJIIET BBLIBILITH HE TOMBKO AHCYIUIOMIHMH Y IUIONA,
HO TAIoKe U PyTre CyOMHKPOCKOIMYECKHE HecOalaHCHPOBAHHbIE
CTPYKTYpHBIC aHOMAJIMH - JISTICIIMH 1 TyTUTAKAWH, 1 MOXKET OBITh
PPEKOMEHIOBaHO B KaYeCTBE TeCTa [epBOi JIMHUN. B

Kueeckasa IO.K, OOO «Ilenomeoy, 2. Mockea, Illunoea
H.B, ®I'FHY «Meouko-cenemuyeckutl HAYUHbI YEHMpP UM.
akademuxa H.II. boukosay, e. Mockea, Kanusey H.B, OOO
«lenomeoy, 2. Mockea, @I'BOY JIIIO Poccutickas axademust
HenpepuisHo2o npodeccuonanviozo obpasosarus,; Kyopsaeuye-
6a E.B. ®I'EOY BO «Ypanvckuii cocyoapcmeentblii MeouyuH-
cxutl ynueepcumemy M3 P®, kaghedpa akywepcmsa u cunexo-
noeuu 2. Examepunoype; Kopocmenes C.A.@IAOY BO Ilepgviii
MIMY um. UM. Ceuenosa Munszopasa Poccuu
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