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Short-rib thoracic dysplasia (SRTD) is an autosomal recessive disorder characterized by a constricted thoracic cage, short-ribs, short-
ened tubular bones, polydactyly is variably present. The visceral malformation can include anomalies brain, heart, kidneys, liver,
pancreas. We present a case report of prenatally diagnosed Short-rib thoracic dysplasia (SRTD) syndrome.
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chuKTHYECKast AUCTUIA3Us TPYAHOM KJIETKU (CUH-
npoM 2KeHe) OTHOCUTCS K TPYIIIe ayTOCOMHO-pe-
€CCUBHBIX IUCIIIa3uii. DTO peAKuii HacaeACTBEH-
HBIIl CUHAPOM ¢ yacToToi BeisiBaeHus 1:100000—130000
HOBOPOXIEHHBIX. [IJIsT CMHAPOMa XapaKTepHbI BbICOKasI
CMEPTHOCTb, HEBO3MOXHOCTb XMPYPIrMUECKOM KOPPEKLIMU
MaToJIOTUM, BBICOKUI MOBTOPHBIN PUCK POXKIAECHUS 00JIb-
HbIxX. [IpeHaranbpHas yabTpa3ByKoBasi UarHOCTUKA CUH-
JIpoMa Bo3MoxkHa ¢ KoHua I — cepenunsl 11 TpumecTpa 6e-
PEMEHHOCTHU. XapaKTepHbI y3Kasl TpyaHasl KjIeTKa ¢ KOPOT-
KWUMM, TOJCTBIMU, TOPU3OHTAIBLHO PACIIOJOXEHHBIMU
peOpaMu, BeIpaxkeHHasl TMTIOIUIa3Us JIETKUX, TIPUBOASIIAS
K pa3BUTUIO BTOPUYHO JIETOYHOM HEJOCTATOYHOCTH Y HO-
BOPOXIEHHBIX. BBISIBIsAETCS yKOpOUEHUE TPYOUAThIX KO-
CTel, BO3MOXHO COYETAaHUE C MOJUIAKTUIVEHN, TUCTIIa-
3UEN MOYEK, TIEYEHU, TTOIKETYTOYHOMN XKETE3bI.

MaTepmanbl n metopabl

Bbi10 MpoBeneHO MOJIEKYIISIPHO-TEHETUIECKOe MCCie-
JIOBaHWE TUIOAHOTO MaTeprayia M KpOBU POIUTENICH B Jia-
o6opatopuu «'eHoMen» Ha aHeau «3a00JeBaHUs COeaN-
HUTEJIbHOU TKaHW», MaTOJIOTOAHATOMUYECKOE MCCIIENO0-
BaHUeE TUIONA.

OnucaHune canyyvyan

IMpencraBiasgemM onucaHue MpeHATaAbHOTO Ciydyast
cunapoMma Kene. B HO3CuP ckpuHuHroBoe odciaeno-
BaHUe MPOXOaUIa OepeMeHHas XeHIlHa 32 JIeT, UMelo-
11asi 310pOBOTO PeOEHKA, COCTOSAIIAS B HEPOJCTBEHHOM
opake. [1pu yi1bTpa3ByKOBOM McclielOBaHUM B 12 Heaesb
MaToJIOTWU y TJ10/a He BhIsiBJieHO. B 19 Henenb oOHapyxke-
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KPATKWE COOBLLEHNA

HbI YKOPOYEHUE NJTUHBI TPYOUATBIX KOCTEH, KOPOTKUE PE-
Opa, runoriasus aérkux. [peanonoxeH cunapom 2KeHe.
ITpousBenéH KopaoleHTe3, KPOBb IJIOJA OTIIpaBjieHa Ha
MOJIEKYJISIPHO-TeHeTUYecKoe uccienoBanue. CeMbs Mpu-
HslJIa pellieHue O TIpepbiBaHUN O6epeMeHHocTU. [1pu ma-
TOJJOTOAHATOMUYECKOM UCCJIEIOBAaHUN: MaJIeHbKAs, y3-
Kasl, Tpy/Has KJeTKa, KOPOTKUE, INUPOKKE TOPU30HTATb-
HO pacmnoJioXeHHbIe peédpa. TpybuyaThie KOCTH YKOPOUEHBI
HEe3HAYMTEJbHO, TUITOIIa3Usl JIETKUX, YBEJIMUeHA TTeYeHb.
ITo pesynbratam cekBeHupoBanus JHK mnona BeisiBie-
Ha paHee He OMMCaHHasl FeTePO3UTOTHAsI MyTallUsl B 9K-
30He 24 reHa DYNC2H1 (chrl1: 103025495 C> G), nipu-
BOISIIAS K MOSIBJICHUIO caiiTa MpeXaeBpeMeHHON Tep-
MUHALMKU TpaHcasuuu B 1177 komoHe. B Tom Xe reHe
DYNC2H ] BbisiBieHa paHee He OMMCaHHas TeTepOo3U-
roTHas mytauus B 3k30He 39 (chrll: 103049904 C> T),
MpuUBOASAIIAs K 3aMEHEe aMUHOKUCIOTHI B 2097 mo3uiuun
oenka. [1pu obcaenoBaHNU CEMbU METOJOM CEKBEHUPO-
BaHus 1o CoHrepy y Matepu oOHapyXeHa HYKJICOTU -
Hag 3ameHa B 39 sk3oHe chrll: 103049904 C> T B rete-
PO3UTOTHOM COCTOSIHUM, y OTLIAa — MyTalusl B 24 5K30HE
chrl1: 103025495 C> G B reTepo3UroTHOM COCTOSIHUM.

Takum ob6pazoM, mpu obcienoBaHUM poauTeSeil oOHa-
DPYKEHBI IBE MyTalli¥ B KOMITAYHI-T€TEPO3UTOTHOM CO-
CTOSTHUM, TMATHO3 CUHIPOMa B TAaHHOW CeMbe TTOITBEPK-
JEH MOJIEKYJISIPHO-TeHeTUYeCKUM MeTooM. [1pu rraHu-
POBaHUM NAJTbHEMIIETO AeTOPOXICHNST peKOMEHIOBaHa
MpeHaTajabHas IMarHoCTUKa (MOJIEKYIIpHO-TeHETUYe-
CKMI aHaAJIW3 TJI0/1a Ha HaJIMuue Bepu(pUIInpoBaHHOMI
B CEMbE MYTAIIUHN).
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