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JlaHHAas CTATbS MOCBSINIEHA U3YYEHHIO YACTOThI BCTPEYAEMOCTH H CTPYKTYPbI TeHETHYECKUX CHHAPOMOB, ACCONMHUPOBAHHDIX C BPO-
2KIeHHBIMH TIOPOKAMH cep/ua, B A3epoaiikane. [Ipoanaiu3upoBaHbl pe3ybraThl oocienoBanus 430 aereii ¢ BPOKIEHHBIMHI MOPO-
KaMH Ccpe/lia, KOTOpble HAXOIWINCh B 1eTcKoM otaejennd HXII um. akaa. M.A. Tomuy6amosa B nepuon 2010—2015 rr. [Toka3sano,
9T0 YACTOTA XPOMOCOMHOI H MOHOT€HHOIl NATOJIOTHH CPeIN YKA3aHHOTO KOHTHHIEHTA cOCTaBisieT 6,51+1,2% (28 nereii). Xpomo-
COMHbIE CHH/IPOMBI ObLIIM TarHocTupoBaubl y 20 (4,711,0%) nereii, monorennsie — y 8 (1,910,7%). XpoMocoMHasi 1aTOJI0rUsl HAK-
0osiee yacTo ObLIa MpencTaieHa cuaapomoM Jlayna (12 nanuenTtoB). V13 MHOrOreHHbIX CHHAPOMOB Han0o0JIee YacThIM ObLT CHHIPOM
rerepotakcuu (y 4 nereii). DTH JaHHbIe CBUIETEILCTBYIOT O TOM, YTO, HECMOTPSI HA MYJIbTH()AKTOPHAJIbHBII TeHe3 0OJBIIMHCTBA
BPOKIEHHbIX MOPOKOB CEPILA H POJIb HEOJATONPUATHBIX (hAKTOPOB AHTEHATAIHLHOTO MEPUOIA, TeHETHYECKAS COCTABJISIONIAS OKA-
3bIBaET BEChMa BaXKHOE BJIMSIHME HA PACTIPOCTPAHEHHOCTH MOPOKOB.

Karouegvte crosa: demu, 6podcdennbiii nopok cepoua, Xpomocomuas namoaoeus, cunopom Jlayna, MoHo2eHHbvle CUHOPOMbL, CUHOPOM
2emepomaxcuu.
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This article is devoted to the study of the incidence and structure of the genetic syndromes associated with congenital heart diseases
in Azerbaijan. The results of observation of 430 children with congenital heart diseases, which have been stayed in the Child Depart-
ment of Scientific Surgery Center named after Academician M.A. Topchubashov during 2010-2015 period, have been analyzed. It
was demonstrated that the incidence of the chromosomal and monogenic pathological conditions is 6.51+1.2% (28 children) among
the above population. The chromosomal syndromes were diagnosed in 20 (4.711.0%) children, monogenic ones — in 8 (1.9+0.7%)
children. The chromosomal pathological condition was mostly presented with the Down’s syndrome (in 12 patents). As to the mono-
genic syndromes, it was mostly the heterotoxic syndrome (4 children). These data testify that in spite of the multifactorial genesis
of the most of the congenital heart diseases and role of the unfavorable factors of the antenatal period, the genetic component influ-
ences with a great importance upon the prevalence rate of the malformations.

Key words: children, congenital heart disease, chromosomal pathological condition, Down’s syndrome, monogenic syndromes, hetero-
toxic syndrome.
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Ilenp uccaemoBaHusa: M3yyeHUe y JeTell 4aCTOTHI
BCTPEUAEMOCTHU U CTPYKTYpPbl TEHETUYECKOI TTaTOJIOTUH,
aCCOLUMMPOBAHHOM ¢ BPOXICHHBIM ITOPOKOM Cep.Iia,

BnocneL[Hee JeCSITUIETHE OOJIBIIMHCTBO aBTOPOB
CXOISITCS BO MHEHWH, YTO YacTOTa BPOXKIEHHBIX ITO-
pokoB cepaua (cormacno MKB-10 Q,—Q,,) BapbupyeT

ot 19 1o 75 Ha 1000 poausIimxcst XXuBbiMU [ 1—3], ipu 3TOM
TSDKeJIbIe BPOXKIEHHBIE TTOPOKU PETUCTPUPYIOTCST C 9acTo-
toit 19,1-23.,9 Ha 1000 poxneHnuii [4]. Bonbioe 3HaueHne
B JMAarHOCTUKE W ONpeAeIeHUM TeHe3a TMOPOKOB cepala
UMEIOT (peTabHAst W TTOCTHATabHAsl BXOKapAavorpacdms,
KIMHWYECKUE W TeHETUYECKHe METONbl WCCIIeIOBaHUS
[4]. TTo manHBIM MTEpaTyphl, B 25—40% ciiydaeB MOPOKH
cepalia BCTPEYaroTCsl B acCOLMALMMA C APYTMMU aHOMa-
JIUSIMA W MOTYT OBITb COCTABHOM YaCThIO XPOMOCOMHOTO
WM MOHOTEHHOTO cuHapoma [5, 6]. PanHee ycTtaHOBIIEHME
IMarHo3a W €ro MOJIEKYJISIpHOE TIONTBEPKICHUE HEeoOXO-
JIUMBI JUTST OTIPEeIeHNs KU3HU KOHKPETHOTO TalleHTa
1 PEeNpOIyKTUBHOTO MPOTHO3a B ceMbe [5—7].
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IO JaHHBIM CIICLUAJIM3NPOBAHHOI'O KapANOXUPYPIruie-
CKOTI'O OTACJICHUS.

XapakTtepucTtuka petei U MeToAbl UCCNeAoBaHUS

3a nepuoa 2010—2015 rr. BKIFOUUTENBHO MO HaOJTI0-
JIEHWeM JIETCKOTO KapIMOXUPYPrMYECKOTO OTACICHUS
HayuHoro xupypruueckoro 1ieHTpa um. akaa. M.A. Ton-
yybamoBa MuHuUCTepcTBa 3ApaBOOXpaHeHUsT Asep-
OaiimkaHa Haxomuauch 430 nmereil ¢ BPOXACHHBIMU
nopokamu cepaua. I[lpoBonuiu JoMNIUIepIXOKAPAUO-
rpacduveckoe o0cienoBaHWe, B TOM YMCJie KOPOHAPHYIO
anruorpaduio, DKI, peHtreHorpadguio rpyagHoi KIETKH.
LluToreHeTnyeckoe uccaenoBaHUE IO CTAaHAAPTHON Me-
TOAWKE W MOJEKYJISIPHO-TEHETUYECKOEe UCCIIeI0BaHNE
OBbLTY BBITTOJIHEHBI B JJabopaTopuu KIMHUKK «Bronoru-
yeckasi MEIUIIMHa» B KIMHMKe MUHUCTEpCTBA 3ApaBO-
oxpaHeHUsT AzepOaiimkaHa. JIOITOJHUTEIHFHO TaleHTaM
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Tabauya. XpoMOCOMHBIE M MOHOTE€HHbIE CHHIPOMBI, TMATHOCTUPOBAHHBIE Y IETEl C BPOXKIECHHBIMU MOpoKamu cepaua (n=430)
Table. Chromosomal and monogenic syndromes diagnosed in children with congenital heart defects (n=430)

Kommgectso aereit
CuHIpOMBI AHomau cepaua

aoc. %+tm
Tpucomus 21 (cunapowm JlayHa) 12 2,840,8 JAMIIIT, AMXT, ABK, T®
Tpucomust 18 (cuHapom DuBapica) 2 0,5%+0,3 élAh;[(HH’ AMXT, OAIL T®, MOMC or ITX, KAK,
Monocomus X (cuHapom TepHepa) 1 0,2+0,2 KA, 2AK, AC, CITIK

TlepepbIB myru aopThl TUI B, aHOMaiuu Tyru aopThl,

Henerus 22 q11.2 (cunapowm Au Ixxopmku) S 1,2£0,5 ST o T TR G, T, TG
Cunnpom HyHan 3 0,7+0.4 CJIA ¢ nunnasueit kinanana, JIMITIT, ABK, TKMII, KA
CuHapoMm Anaxust 1 0,210,2 CJIA, T®, IMIIII, ACJIA
CHUHAPOM reTepoTakCuu 4 0,9£0,5 JOMC ot I[IM2XK, d-TMC, ABK
Bcero 28 6,5+1,2

Ilpumeuanue. AIMII — nedexT mexnpencepaHoii neperoponku; JIMZKIT — nedexT mesxckenynoukoBoii neperopoaku; OAIT — OTKpbITHII apTe-
puanbHbI TPOTOK, KA — xoapkraiust aopTtsl; ABK — OTKpBITBIN aTpUOBEHTPUKYISIpHBII KaHal; 2AK — IByCTBOpYATHIN aOpTadbHBIN KJIamnaH,
AC — ctenos aoptbl; TO—Tterpana Pamto; CITIK — cunapom runoriasuu jesoro xkeaynouka; JJOMC ot IT2K — aBoiiHOe OTXOXIEHKE Ma-
TUCTPAJIbHBIX COCYNOB OT mpaBoro xenynouka; [TCJIA — nepudepuyeckuii creHos sierouHoii aprepun; [IMK — nposarnc MuTpaabHOro Kia-
naHa; CJIA — cTteHo3 serouHoii aprepun; ABK — oTKpbIThIIT aTprOBEeHTpUKYIsApHbIi KaHan; [ KMIT — runeprpoduyeckast KapauoMuonaTusi,

d-TMC — d-TpaHcno3ULIMsI MAaTUCTPATIBHBIX COCY/IOB.

TIPOBOJWIIM HelipocoHorpaduio ¢ ToCIenyonell KoH-
Cy/bTallieil HeBpoJsioTa, YIbTPa3BYKOBOE MCCIIEI0BaHMUE
BHYTPEHHUX OPTaHOB, OMNpe/ieieHne WHOEKIIMOHHOTO
craryca. Psm obcrienoBaHmii TpoBeicH WHAWBUIYATBHO,
MCXOASI U3 0COOEHHOCTEN KIMHUYECKOTO craryca 0OoJib-
HBIX. [IJIs1 Ka9eCTBEHHBIX TaHHBIX ObLTU OTIpe/IeIeHBI Ja-
CTOTBI BCTpeyaeMoCTH (HakTopoB B BeIOOpKe (P%) u BbI-
YUCJIEHBI NX CTAHAAPTHBIC OIUOKY (tmp%).

Pe3ynbTrathl u 06CyXaeHue

Kaxk npencraBieHo B Tabiulie, pa3ivudHbie GOpPMBbI
TEHETUYECKOM IaTOJOTUM OBIIM JTUATHOCTUPOBAHBI
y 28 (6,5+£1,2%) u3 430 meteit ¢ BpOXIEHHBIMU TTOPO-
KaMu cepana. [Ipm 3TOM XpPOMOCOMHBIE CHHIPOMBI
(aHeyruiouauMn, MUKpojaeneuun) Habmwoganucs y 20
(4,7%+1,0%) manmeHTOB, MOHOT€HHBIE CUHIPOMBI — y 8
(1,9%0,7%). Haubonee vacToil XpOMOCOMHOI TIaTO-
JIOTHEN, acCOUMUPOBAHHOM C MOPOKAMM Cepjla, ObLT
cuHapoM JlayHa.

vV 5 (1,240,5%) mauueHTOB OBUT YCTaHOBIIEH CUH-
npom Hu Hdxopmxku. Bece metm mMmenu crneumduaecKuit
(eHOTUTT M KOHOTPYHKaJIbHBIE TTOPOKU cepaua. ¥ 1 ma-
LIMeHTa UMEJT MECTO CeMEMHBIN BapuaHT CUHAPOMA.

Cpenyn MOHOTEHHBIX COCTOSTHMIA HamboJjee YacTo
BcTpevascsi cuHApoM Teteporakcnu — y 4 (0,910,5%)
nereii. B Tom uncne y 1 pebeHka oOHapyXeHa acTiJIeHUSI.
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