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BPOKJIEHHBIE CUHJIPOMbI B KJIMHUYECKOM MPAKTUKE ITEJUATPA
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L Focyoapemeennoe yupeacoenue
«benopyccruii cocyoapcmeennviii MeOUYUHCKUU YHUBEPCUMEM ),
2 Vupearcoenue 30pasooxpanenis «3-a 20poockas 0emcKas KIuHU4eckas 601bHuyay,
2. Munck, Pecnybnuka benapyce

Pe3rome. B cratee mpeacTaBieH ciydail BpOXKISCHHOTO CHHApOMa Yy peOeHka
B HEOHAaTaJbHOM mepuonae. JlaHHoe 3aboyieBaHME SBISETCS TEHETHYECKHM, i KOTOPOTO
XapaKTepHbl aHOMAJIMM BEpXHEH KOHEYHOCTU M BPOKIACHHOrO Iopoka cepaua. IIpencraBiens
KJIMHUYECKHUE MPOSBIEHUs, Pe3ybTaThl Ja00paTOPHOIO M MHCTPYMEHTAJIBHOIO 00CIIE0BAaHUS.
JlaHHBI CHMITOMOKOMIUIEKC HOCUT Ha3BaHHMe CHHIpoM XoaT—Opama aubo mnpeaceprHo-
najbleBas JUCIIIAa3Hsl, TMO0 CUHIPOM «pYyKa-CepLe».

KoueBble cj10Ba: BpOX/IEHHbIC aHOMAJIUKM BEpXHEH KOHEYHOCTH, BPOXKICHHBIM MOPOK
cepia, CHHAPOM MpeAcepIHO-NabIEBON AUCIUIA3UH, OphaHHbIe 3a00IeBaHNUS.

Beenenue. BpoxaeHHble CHHAPOMBI B TMEPUOJE HOBOPOXKIECHHOCTH BCTPEYAOTCS
B 2-3 % y pomuBmuxcs miuazaeHies. K 1 roay ’KU3HM MX KOJMYECTBO yBenW4yuBaeTcs 10 5 %,
MOCKOJIbKY HEKOTOpbIE M3 HUX JAMArHOCTUPYIOTCS TOJIBKO K 1-My roay ku3Hu. BpoxxneHHbie
(HacieACTBEHHBIE) 3a00JIeBaHUS TEPENAIOTCA 0 ayTOCOMHO-JAOMHHAHTHOMY H ayTOCOMHO-
pELeCCUBHOMY THITy HAaclIeZJOBAaHMs, B 3aBUCUMOCTHU OT TOTO, I'JI€ PacIOJI0KEHbl MyTHPOBaBILNE
redpl. Cunapom Xonatr —Opama (HOS) 3T0 ayrocOMHO-IOMMHAHTHBIM CHHIPOM, KOTODPBIN
XapaKTepU3yeTcsl BBICOKOM pAaCIPOCTPAHEHHOCTHIO M PA3UYHONW BBIPAXKEHHOCTHIO AHOMAJIHM
BEpXHEH KOHEYHOCTH (B BHJE Tpex(daaaHroBoro OOJBIIOTO Malblia, CHHAAKTEIINH ), BPOXKIECHHBIX
MOPOKOB Cepjlla, HapylUIeHHeM MPOBOAMMOCTH cepiua (BKJIOYasi CHHYCOBYIO OpaguKap/uio,
ATPHOBCHTPUKYJISIPHYIO OJIOKaJy U apuTMHHK), OOYCJIOBICH MyTaluei B reHe TOXS Ha ATHMHHOM
miede 12 xpomocombl B Jokyce 12024.21. JlocratroyHo dYacToli KOMOWHAIMEH cunTaercs
TpexQanaHroBblii 0oJbIION Maner ¢ Ae()EeKTOM MEXIPEICEPAHON MEePeropoiku, BMECTE C TeM
CyLIECTBYET OOJIbIION JMana3oH TSHKECTH MMOPaXEeHHsl KaK cepAla, TaK U JBUraTeIbHOTO
annapara. /[aHHBI CHHIPOM OTHOCHUTCS K Op(aHHBIM MATOJIOTHAM U BCTPEYAeTCs C 4aCTOTON
1 cmyuait Ha 100000 Hacenenus. CBoeBpeMEHHAsI AUArHOCTUKA CHHAPOMA IO3BOJUT YIYYIIHUTh
JlanpHeIee Ka4ecTBO KU3HH NallueHTa U U30eXkKaTh OCI0KHEHHUH B OyLyleMm.

Heab pabdoTbl — MNPEeACTaBUTh KIMHUYECKMH cloydail HaOJIOJEHHUS HOBOPOXKIEHHOTO
pebenka C. ¢ BpOXKIEHHBIM CHHAPOMOM U B IIPOIECCE €ro HaOMIOJEHUS B HEOHATAIbHOM
nepuoae, omucaHus  (PEHOTUIIMYECKUX  NPU3HAKOB,  TNPOBENEHHS  J1aOOPATOPHBIX

U HHCTPYMEHTAJbHBIX METOMOB OOCIEIOBaHHMS yCTAaHOBUTh cuUHApoM  Xout — Opama
B HEOHATAJILHOM MEPHOJIC.

Marepuana u Meroabl. Ha OCHOBaHMM KJIMHUYECKOH KApTHHBI W JUHAMHYECKOTO
HaOJIIO/IcHUsI peOeHKa B HEOHATAILHOM MEpPHOJC, AaJbHEHIIEro PeTPOCIEKTHBHOIO aHAN3a
MEJMIIMHCKON KapThl CTAllMOHAPHOTO MAIMEHTA, pE3YJIbTATOB  KJIMHUKO-Ta00paTOPHBIX
U HWHCTPYMEHTAJIBHBIX METOIOB HCCICIOBAHHS ONMUCAH KIMHUYIECKUN Ciydail BPOKICHHOTO
cungpoma Xont — Opoma y HOBOPOKICHHOTO, HAXOAMBILETOCS HA JICYCHUH B MEIHATPHYCCKOM
OT/ICJICHUH 11 HOBOPOXKICHHBIX ¢ MH()EKIMOHHOW MATOJOTHEH YUPEKIACHHS 3PaBOOXPAHECHUSI
«3-s1 TOpOJCKas [eTCKas KJIWHWYecKas OojpHHI@». OmpeaeneHne reMaTroJorHuecKux
nokaszarenei nepudepuyeckodl KpOBH C TOACYETOM JIEHKOIMTApHOW (OPMYIIBI MPOBOAMIH
Ha AaBTOMATHYECKOM remaroiormdeckoMm ananusatope Pentra (Horiba AbX, ®panus);
ornpezesieHue OMOXMMHUYECKOTO MOKa3aTessl KPOBH-TYPOOMETPHYECKAM METOJOM Ha arrapare
«KONELAB 30 I» (Thermo Scientific, USA). Dxokapauorpadudeckoe HCCIICIOBAHUE Cep/La
HPOBOJMIIOCH HA ammapaTte yabTPa3BYKOBOHM cHCTeMbl 3KcrepTHoro kiacca Toshiba Medical
Systems Corporation (SInomus).
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PesyabTaTel U obcyxaenue. B 1960 rony Opuranckumu kapauoioramu Mepu Xoat
u Comiosnnem OpamoM ObLT BHEpPBBIE OINUCAaH CHUMIITOMOKOMIUIEKC (pyKa—cep/le) KOTOpbIe
HaOIroaMM AeeKT MEeXIIpeICepAHOM MepPeropoAKy y WIEHOB 4 MOKOJICHUH CeMbH, IOCIIE Yero
JaHHBIA CHHJAPOM ObUT Ha3BaH MX WMeHeM. CHHIpPOM BbI3BIBacTCS MyTanueid B reHe TBX5,
(akTOp TPAHCKPUILNH, PETYIUPYIOMINNA SKCIPECCHIO JAPYTHX T'€HOB, OTBEUYAIOIIMX 32 PAa3BHTHE
cepana W KoHeyHocTed. JlaHHas MyTtammsa wumeercs Oonee dwemM y 85 % marmeHToB
C KIMHUYECKHMHU TPOSABICHUSMHU JAHHOTO CHHAPOMA. THUNWYHBIMH MOP(OIOTHYECKUMHU
u3MeHeHusIMu npu  Ooneznu XonT — Opama CBsI3aHBI C OTCYTCTBHEM WM HEIOCTATOYHBIM
CHUHTE30M (pakTopa TpaHCKpUIImu ThX5, KOTOphId MpUHAIEKHUT K cemeiicTBy T GokcoB. OH
PEryJupyeT MpoLecChl pa3BUTHS COSAMHUTENBHON TKAHU BO BPEMsI BHYTPUYTPOOHOTO pa3BUTHS,
BKJIIOYAsl pPa3BUTUE MpeAcepIuil U MEXIPEICEPIHON NEPEropoaKH, IMPOBOISALIEH CHUCTEMBI
cepaua, M u cyxoxuwinid. [Ipu HemocratouHoM ypoBHe Oesika ThXS 00BIYHO HapyIlaeTcs
CTPYKTYpa EPEropoaKH cepAlia, a0pTaJIbHOTO KiianaHa [1].

KnuHnueckas kapThHa CHHApPOMA BKJIIOYAET B ce0s OONBIION CIEKTp AchEKTOB BEepXHEH
KOHEYHOCTH, HO TIOCTOSHHBIMH TPU3HAKAMH SBIISIOTCS MOPAKEHHE JIy4eBOM KOCTH U IMOPOKH
pasBuTHs cepaua. K BBISBICHHBIM aHOMAJIHMSM JIy4€BOW KOCTH OTHOCSTCS TIOPOKH Pa3BHTHUS
KHACTH, Tpex(aaaHroBelii OONBIIONW Majen WX OTCYTCTBHE OOJBLIOrO Majblia, (OKOMENus,
THIOTIIA3Usl WIM arvla3usi Jy4eBOM KOCTH (BCIIEACTBUE YEro OJHA PyKa MOXKET CTAHOBUTHCS
JUIMHHEE APYroi), momnepeyHble NeeKThl BEPXHUX KOHEYHOCTEH, B TOM YHUCIE, HENpaBHIIbHAS
IIPOHALMs U CyNHMHAUuUs Npeamedbs [2]. JIeBasg cTopoHa MOKET MOpa)XaTbCs TsKEIEe MPaBOil.
HauGonee yacto BbIsIBIIsIEeMble BPOKICHHBIE TIOPOKU Pa3BUTHsI Cep/lla MpecTaBiIeHbl Ae(eKTom
MexIipencepanoit neperoponaku (JAMIII), nedexkrom BropuuHON meperopoaku U aedexkrom
MEXOKENTyJOUKOBOM  meperopoakd. OnucaHbl clydyad HapyleHHs HPOBOJUMOCTH —cepAla
(mapoxcu3manbHas bubpumIALIMs npeacepau, UHOTI1a accOIMUpPOBaHHAs
C aTPUOBEHTPUKYISIPHON OJOKAION pa3sHOM CTENEHH TSDKECTH). B pelkux ciydasx OMHUCHIBAIOT
JOpyrue CTUTMBI SMOpHOTEHEe3a — THIIEPTENIOPU3M, OTCYTCTBHE OOJNBIION TPYIHOW MBIIIIIEI,
pacmenuna Heba. [Ipu mpoBeneHnn 1aGOPaTOPHBIX HCCIEIOBAHUI B OMOXMMHUYECKOM aHAIIN3e
KPOBU MOXKET HAaONIOJAThCsl a30TEMHUsI, TIOBBIIICHHE YPOBHS MOUYEBUHBI B KPOBH, HOPMOXPOMHAsI
aHeMHs, CIUHAJbHAs TUNOIUIA3us. HepBHO-IICMXWYECKOoe pa3BUTHE pPeOCHKa, Kak IPaBHIIO,
COOTBETCTBYET BO3PACTY, MHTEIJUIEKT coXpaHeH [3].

Knuanueckuit auarHo3 Oone3nn XonT —Opama yCTaHaBIMBAaeTCS HAa OCHOBAHUU
CEMEHHOr0 aHaMHe3a, KIMHWYECKWX JaHHBIX U TOATBEP)KIACTCS IyTeM MPOBEIACHHS
MOJIEKYJISIPHO-TEHETUYECKOTO aHaju3a. B GOJbIIMHCTBE CilyyaeB JaHHBIN CHHAPOM BBI3BIBACTCS
mytamsima  de  novo. IlpeacepaHo-manblieBass MUCIUIA3Hs  HACIEMYeTCs 10 ayTOCOMHO-
JOMUHAHTHOMY THIy C TIOJHOW TICHETPAHTHOCTHIO AHOMAJIHMA BEPXHUX KOHEYHOCTEH
u B 75 % NEHEeTPaHTHOCTHIO BPOXKIEHHBIX IOPOKOB CEp/Ila, a TAaKKE C pa3HOW CTENEeHbBIO
IKCIPECCUBHOCTH, YTO OOYCIABIMBAaeT BapHa0ENbHOCTh KIMHUYECKOHW KAapTHHBI CHHIPOMA.
Pomutenssm ¢ wmyranmeir ThXS pekoMmeHayeTcsi TeHeTHYeCKOe KOHCYIbTHPOBAaHHE, B XOJE
KOTOpPOro MX HMH()OPMHUPYIOT O pUCKE Nepenadyd ee MOTOMCTBY. MoJeKylspHO-TeHEeTHYECKUN
aHaIU3 HE TO03BOJIAET HMPOTHO3WPOBATH CTENECHb THKECTU Ae(PopMaIi BEPXHUX KOHEUHOCTEH
U BPOXICHHBIX MOPOKOB cepana. HaOmioneHne mnanmeHToB TpedyeT KOMIJIEKCHOTO
MHOTONPO(QHIBHOTO TMOAXOAa C TPHUBICYEHHEM T€HETHKOB, KapIHOJIOTOB, OPTOIEIOB.
[TamenTam ¢ mporpeccupyromeii OJOKagoW cepama MOKeT TMOTpeboBaTbhCcs yCTAaHOBKA
KapauoctumynsatopoB. [Ipy  Hamuuum  TMOPOKOB  cepama pPEKOMEHAYETCs  MPOBOIUTH
AIIEKTPOKAPIMOTPAMMY M 3XOKapAuorpaduyeckoe uccieaoBanme cepaua [2].

OYHKIMOHAJIbHBIE BO3MOXHOCTH TNAallM€HTa B IOBCEJAHEBHOM >KU3HHM ONPEIEISIIOTCS
CTENEHbIO TSDKECTH AHOMAJIMUA BEpXHEH KOHEYHOCTH, a TaKKe B IPOrPECCHUPOBAHMU WIIH
JIEKOMIIEHCALIMU BPOXKIEHHOTO MOPOKa Cep/la U pa3BUTUN HapYLICHUH CepIeYHOr0 pUTMA.

B yupexnenue 3apaBooxpaHeHHMs «3-s1 TOpOJCKas AETCKas KIMHUYECKas OOJbHHIIA»
Ha 5 CYTKH JKU3HU MOCTYNHJIA IEBOYKA U3 POJMIBHOTO A0Ma YUPEKICHUS 3PABOOXPAHEHUS «5-5
ropojcKas KJIMHWYeCKas OOJbHHIIA» C LENbI0 HAOMIONEHUs B YCIOBUSAX OTAEICHHS 2-TO dTama
BBIXQ)KMBAHHUS HOBOPOXICHHBIX [4]. Ilpyn mocTymieHun B CTalMOHAp U3 CEMEMHOro aHamHe3a
KM3HU M3BECTHO, YTO HA MOMEHT OepeMeHHOCTH MatepH Obuto 38 jer, oty — 38 ser. Pebenok
pPOIWIICS OT TISITOH OEpEeMEHHOCTH, OEpPEeMEHHOCTh IMpoTeKaida Ha (oHe Tyroyxoctu | cTerneHu
y MarepH, Kapueca, HUKOTUHOBOM HEIOCTaTOYHOCTH, POAbI ObUIM 4 CpOYHBbIE UHAYLUPOBAHHbIE,
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pOrpaMMUpPOBaHHbIE B cpoke 293 nus. M3 akymepcko-ruHEeKOoIIOrn4eckoro aHaMHe3a U3BECTHO,
4yT0 OEpEeMEHHOCTh MpoTeKana Ha (oHe aHeMuu B 1-2 TpumecTpe OEpEeMEHHOCTH, BTOPUYHO-
KOMIICHCUPOBAaHHOM  XPOHUYECKOW  (PEeTOIUIalleHTapHON  HEAOCTATOYHOCTH, XPOHHYECKOM
runokcuu miona. Ha mnpoTsbkeHuM Bce OepeMEHHOCTH NpUHHMMAaja JKeJIe30CoepiKallue
npenapartsl, mpenapatsl oaa, ¢omnarel, ButamuH E. [Ipu u3ydeHnn reHeTH4eckoro aHamHesa
MaTh HE OTMevana y 3 JeTeil aHOMaJIMii CO CTOPOHBI BEPXHUX KOHEYHOCTEH U Cep/lia, YEITFOCTHO-
JIMLEBBIX TACILIA3HM.

PeGenok pomumics ¢ maccoit rena 3410 r., amuHOM Tena 50 cM., ¢ OIIeHKOH 1o miKajae Anrap
8/9 Oamno. Ilpum pokaeHuH OBUTM YCTAHOBJICHBI BPOXKICHHBIE OCOOCHHOCTH B BHIE
NPEeaKCWIISIPHON MOAMJAKTUINM, YEPENHO-INIEBON NUCIUIA3UU, B CBSI3U C 4e€M peOeHKy Oblia
Ha3Hau€Ha KOHCYNbTAlMsl MeAuaTpa-TeHeTHKa, a TaKKe KIMHUYEeCKUH aHajau3 KpoBH,
OMOXUMHUUYECKUN aHaau3 KpOBH, MCCIIEJOBAHUE KHUCIOTHO-OCHOBHOIO COCTOSIHUSI KpOBH,
yIBTPa3ByKOBOE  MCCJIEJOBAaHHE OpPraHOB  OpIOIIHOM  IOJIOCTH, 3JIEeKTpoKapauorpagus,
sxokapauorpadus, HepocoHorpadus, KApUOTHIL.

[lpy wu3ydyeHun 1aOOpPATOPHBIX IMOKa3aTeled KIMHUYECKUI aHalu3 KpOBH peOcHKa,
OMOXMMHMUYECKUH aHalu3 KPOBM, KHCIOTHO-OCHOBHOE COCTOSIHME KalWUIAPHOH KpPOBHU
HaXOAMWJIOCH B Ipesieaax BO3PACTHON HOPMBI.

[Tpu aHanmm3e MHCTPYMEHTAIBHBIX METOAOB OOCIIEIOBAaHMS OBLIN ONpEIENICHbBl N3MEHEHUS
NpY NPOBEJCHUU HEHpPOCOHOTrpaduu, KOTOPBIE XapaKTEPHBI JJISI HE3PEIOCTH TOJIOBHOTO MO3Tra, a
MMEHHO: OTKpBITasl MOJIOCTh MIPO3paYyHOI NEPEropoAKH U MmojocTy Bepre, a Takke MCEBIOKUCTHI
cy0apaXHOMJAIBHOIO IPOCTPAHCTBA, BO3MOYKHO CBUJAETENBCTBYIOUIME O IE€PEHECCHHOM
BHYTpUYTpoOHON wuHpekuuu. [Ipu mnpoBeneHUM yIbTPa3BYKOBOI'O HCCIEIOBAaHHUS OPIaHOB
OPIOLIHOM MOJIOCTH MATOJIOTHH HE OBUIO BBISIBICHO.

ITpu npoBeneHNM MIEKTpOKapaAnorpaMMbl yctaHoBieHa AB-6iokana | ctenenn PQ 160 mc,
P 70 mc, UCC 138/MunyTy. PUTM CHHYCOBBINA, 3JIEKTpHYECKAst OCh Cep/illa OTKJIIOHEHA BIIPaBO.

[Tpu »xokapauorpaduueckoM 00CIETOBAHUU YCTAaHOBJICHO CIIEAYIOIIEe: KaMephl cepaua
HE pacIIUpeHbl, COKpaTUTEIbHAsE (QYHKIUS MUOKap/a XKellyJOuKoB xopouras. OrMedaercs neexT
MEAOKETYOUYKOBOM MEPEropoiKy MepeaHUd MbIIEeYHbIH OTTOUHBIH 3,0—1,7 MM ¢ yMepeHHbIM
1o 00bEMyY JIEBO-TIPaBbIM LIYHTHPOBAHUEM C I'PAJUEHTOM Mexay xenynoukamu 30,0 MM prT. CT.
OTKpBITBEI apTepHalbHBIA NPOTOK 2,0 MM € JI€BO-IpaBbIM IIyHTHpOBaHHEM. llorpanndnoe
pa3BUTHE Mepenielika aopThl 0e3 YCKOpeHHUs] KpOBOTOKa. BTopuuHbIil nedexT MexIpeacepaHoi
NEeperopo Ikl MHOKECTBeHHbIH (aBa aedexra mo 2,0 mm). TpukycnupanbHas perypruTanus
1 crenenun. Ocratounas ¢eranpHas runeprensus (CIBJIA 40,0 MM  pr.cT. OKOJIO
53 % OT CUCTEMHOTO JONOJIHUTENIbHAS XOP/Ia JIEBOTO XKETyA0uKa.

Takum o00Opa3om, peOEHKY Ha OCHOBaHMM TIPOBEICHHBIX OOCIEIOBaHHN BBICTABIICH
KiauHuYeckuid nuarHo3 [Q87.5]: MHOXecTBeHHBIE BpOXKICHHBIE MMOpoku pasutus: BIIC:
BTOPUYHBIA MHOXECTBEHHBIH Je(EeKT MEXIPeICepAHON MEePEeropoJKH, Majblii MBIIICYHbIH
nedeKkT  MEeXOKeIyJOYKOBOM  meperopoaku. He3HauuTenbHass — JierodyHas  TUIEPTEH3US.
®uznonornyeckas runormiazus ayru aoptel. AB  Omokama 1 cremenu. IlpeakcunspHas
HOJHMIAKTHIINS, YepenHo-nuneBas auciuiazud. Cunnpom Xont — Opama (CHHIPOM pyKa—Ccepale).

Ha 15 cyrkm Xu3HHM peOCHOK BBINHMCAH JOMOM B YIOBIETBOPUTEIHHOM COCTOSTHUH
C PEKOMEHIAIMSIMU 10 HAOIIOICHUIO Y Kapuojora, opTonena, renetnka. Habmronenne pedbenka
OCYILECTBIISICTCS B COOTBETCTBHM C NpUKa3oM MHHHCTEpCTBa 3apaBooXpaHeHus: PecryOnmkn
benapycs ot 12.09.2022 Nel201 «O mopsigke MEIUIIMHCKOTO HaOIONEHUS B aMOyIaTOPHBIX
YCIIOBHUSX (B3pOCIIOE U AETCKOE HACETICHUE)).

3akuouenue. BpoxieHHbIE CUHAPOMBI Ha IPUMEPE NPEACTaBIEHHOIO Cllydasi MOTYT ObITh
YCTAQHOBJIEHbl B IEPBbIE JHU KHU3HM HOBOPOXKJCHHOTO Ha OCHOBE KJIMHMYECKOIO OCMOTpa
peOeHka, J1Ta0OpaTOPHBIX W HWHCTPYMEHTAIbHBIX METOAAX OOCIENOBaHUSA C MOCIETYIOLUINMM
HalpaBJICHUEM MAalMEeHTa K TEeHeTHKaM C Ielblo 0oJjiee TOYHOM BepU(PHKALMU JUATHO3A.
CBoeBpeMeHHasl MOCTAaHOBKA TUArHO3a YIYUYIIAT Ka4eCTBO JKU3HU PeOCHKA M €0 CeMbH, a TAaKXKe
MO3BOJIUT M30€KaTh OCIOKHEHHUN B OYIyIIIEM.
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CONGENITAL SYNDROMES IN PEDIATRIC CLINICAL PRACTICE

Payuk I.1.1, Dolidovich E.Yu.!, Loginova I.A.%, Ustinovich A AL, Alferovich E.N.%,
Sargsyan N.V.2, Khotko V.C.?

State Institution «Belarusian State Medical University»,
Healthcare institution «3rd Children's Clinical Hospital»,
Minsk, Republic of Belarus

The article presents a case of congenital syndrome in a child in the neonatal period. This
disease is genetic, characterized by anomalies of the upper limb and congenital heart defects.
Clinical manifestations, results of laboratory and instrumental examination are presented. This
symptom complex is called Holt-Oram syndrome, or atriodigital dysplasia, or hand-heart
syndrome.

Keywords: congenital anomalies of the upper limb, congenital heart defect, atriodigital
dysplasia syndrome, orphan diseases.
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