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MpriBeneHo onvcaHne cnopagmyeckoro cinyyasa cuHapoma Cmuta-flemnu-Onutua (CN1OC) y nnoga BToporo TpumecTtpa. OCHOBHble
YNbTPa3BYKOBble MPW3HAKM OblNM CXOAHBI C CUHAPOMOM KOPOTKMX pebep-nonnaaktununy. Hozonornueckunii AnarHo3 yctaHoBMeH
npvi MONeKyNAPHO-TeHeTUYECKOM nccnefoBaHnm. O6CyKAatoTcA 1 CONOCTAaBNAOTCA HeTUNMYHble npoasneHna CJIOC ¢ faHHbIMK
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Smith-Lemli-Opitz syndrome in the fetus of the second trimester of pregnancy

with a predominant involvement skeletal system
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We present a sporadic case of Smith-Lemli-Opitz syndrome (SLOS) in the fetus of the second trimester. The ultrasound (US) signs
were similar to the syndrome of short ribs-polydactyly (SCRP). The diagnosis was established by molecular genetic testing. The atyp-
ical manifestations of SLOS are discussed and compared with literature data.
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nHapoMm Cvuta-Jlemnan-Omnutia (CJIOC) — ay-

TOCOMHO-PELIECCUBHOE, MeTabOIMUYEeCKOoe 3a00-

JIeBaHUE, 00YCI0BICHHOE Ne(PULIMTOM aKTUBHO-
CTU 7-IeTruApPOX0JIeCTEPUH PEAYKTa3bl, KOTOPAsk IPUHM -
MaeT yJyacTHhe B ITOCIEOHUX dTamax oO0pa3oBaHUS
xosiectepruHa. CHUXKEHUE aKTUBHOCTU (hepMEeHTa IIPU-
BOJMUT K CYILIECTBEHHOMY ITOBBIILIEHUIO YPOBHSI 7-0€rU-
JIpoxoJjiecTeposia B Ija3Me U Ae(ULIUTY X0JIeCTeprHa.
Mt CJIOC xapakTepHa IIMpoKas BapnuadeIbHOCTh TSI-
JKECTU KIIMHUYECKOI KAPTUHBL: OT JIETKUX (hOPM J0 10~
HOT'O CUMIITOMOKOMILIeKca. OCHOBHbIE KIMHUYECKKIE
MPOSIBIICHUS: YePEIHO-IULEBbIe TUCMOPGUN (MUKPO-

nedanus, y3Kuii 100, KOpOTKMIA, B3IEPHYTHI HOC C OT-
KPBITBIMH KIIepEeIN HO3IPSIMU, paciliejlnHa Heba, MU-
KpOTHATHUS), TIpeHaTaJlbHasI U TTOCTHATAJIbHAS 3aIepK-
Ka poCTa, YMCTBEHHAsI OTCTAJIOCTh Pa3IMIHON CTCIICHH,
Y-cuHmakTiIns 2-3 MmajablieB Ha CTOITaX, MOCTaKCHUAIh-
Has MOJMIAKTIIIMS, IIOPOKH TOJIOBHOTO MO3Ta, Cepalia,
aHOMAJIUY TI0JIOBOM cucTeMbl. OMUCaHUl TIpeHaTalb-
HBIX TIPU3HAKOB 3TOT0 CUHIAPOMA B JIUTEPAType IIpe-
cTaBJeHO Majxo. MBI mpencraBiasgeM Y3-TIpU3HAKU
CJIOC y nnoga 20 Hemeab recTalnu.

Ilens uccaemoBanus: onrcath yabTpa3ByKoBbIe (Y 3)
n Mopdonorndeckue npogsiaeHns CJIOC y mioma Bo BTO-
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POM TpUMecTpe OepeMEeHHOCTH, CPABHUTH C JAHHBIMU JIM -
TepaTyphbl.

Ma‘repvnan n metoabl

Cnopagnueckuii ciaydait CJIOC y niiona ObLIT BBISIB-
JICH MIPY YIBTPa3BYKOBOM CKPMHUHTE OepeMEHHBIX, ITPO-
BOIMMOM B I'. MuHCKe B 1-M 1 2-M TpuMecTpax 6epeMeH-
HoCTHU. YabTpa3ByKoBoe uccienoBanue (Y3U) npoBoau-
JIoCch B oTAeneHus X iyyeBoii auarnoctuku PHITL «Matb
v IuTs» Ha annapatax Voluson 730 Expert TpaHcabao-
MUHaIbHBIM (4-8 MTI') natuukom. Ilocie npepbiBaHMS
0epeMEHHOCTH 10 MEIUKO-TeHETUIECKUM TTOKa3aHUSIM
TUI0J, UCCAIEA0BAJICS MO OOBIYHON METOAMKE, ONUCAHHON
I'.N. [llopom c MCHOJB30BAHMEM TTOJTHOI 3BUCLEPALIUHU.
J10 BCKPBITHS IPOBEIEHO PEHTTEHOJIOTMUECKOe UCCIIeI0-
Banue. O6pazen JIHK mioaa, BeiaeaeHHBIN U3 MBILIEUHO
TKaHU METOJIOM COJIEBOI 3KCTpaKIIMK, ObLI MCCIIeIOBaH
METOIOM BBICOKOTIPOM3BOIUTEILHOTO CEKBEHUPOBAHMSI
HOBOTO TOKOJIEHUSI ¢ Mcnojib30oBaHueM naHeau TruSight
Inherited Disease Sequencing Panel, Illumina. Hanuuue
MYTalWii Y TUTOJA TTOATBEPKICHO aIbTePHATUBHBIM Me-
ToJOM (ceKBeHHpoBaHue 1o CaHrepy).

Pesynbratbl

ITpo6ana oT 4 6epeMeHHOCTH 3A0POBBIX 30-TU JETHUX
ponuTesieil, B aHaMHe3€ Y KOTOPbIX 2 Hepa3BUBAIOIIIUECS
Ha paHHMX cpokax 6epemeHHocTU. [1pu Y3U B cpoke re-
ctaumu 11 Hemeb (KOMUYUKO-TEMEHHOM pazmep — 46 MM),
TOJIIMHA BOPOTHUKOBOTO MpocTtpaHcTBa (TBIT) cocTaBu-
Ja 3,3 mm. IIpoBeaeHa 6uoricust BopcuH xopuoHa. IToy-
YeH HOpPMaJIbHBIN MyKCcKoii KapuoTtuit: 46,XY. I1pu Y31
B cpoke rectauuu 20 Hefe b BbISIBICHbBI 3a1epKKa BHYTPH -
yTpobHoro pa3sutus (3BYP), moakoxHbIll oTek mioaa,
BbIpaXKEHHOE YKOPOUEHUE TPyOUaThIX KOCTEH, B TOM YMC-
Jie pe3Koe YKOpOUeHUEe JOKTEBOI KOCTU, KOPOTKUE pedpa,
TUIIOTLIa3Usl TPYIHOM KJIETKHU, KOCOJAIOCTb, MOJUIAKTH-
JIUS CTOI. ¥Y3-3aK/IloueHue: CKeaeTHas JUCIUIa3usl: CUH-
npoM kopoTkux pedep-nonunaktuanu (CKPIT). ITpose-
JIEHO MEIMKO-TeHEeTUYECKOe KOHCYIbTUPOBAaHME: TTIPOTHO3
IUUIST 3M0POBbSI OB OLIEHEH KaK HeOJIaronpusiTHbIN, Mpo-
THO3 JUTS1 >KU3HU ObUT OLIEHEH KaK COMHUTENIbHBIN, B CBS3U
C YeM CeMbsl MPUHSLIA PellleHUe TPepBaTh OEPEMEHHOCTD.

ITpu MopdonornueckoM uccaeaoBaHUU TUarHOCTH -
pOBaHbI JIMLEBbIE AUCMOpdUM (Y3KUii 100, KOPOTKMI HOC
C IIIMPOKUM KOHYMKOM U OTKPBITHIMU BIEpe HO3IPSI-
MM, TUIOCKUI TPOGUIIb JIM1IA), YKOPOYEHNE KOHEUHOCTEH,
MoCTaKCUaIbHAS MOMUAAKTUINS TTPABOl KMCTU U CTOTI,
CUHAAKTUIUSA 2-3, 4-5 najiblieB CTOM, BaJIbIyCHast nedop-
Malusl CTOM, TUMOIIa3usl IPYIHON KJIETKU. YCTaHOBJE-
HbI pe3Kas TUITOIIa3us U HapyllleHue JOOYISLUU Jer-

KHUX, BpoxkneHHbII mopok cepaua (BIIC): atpuoBeHTpU-
KynsipHast KommyHukaius (ABK) nonHas popma, TazoBast
JIMCTOTIVSI M TUTTOIIa3usI JIEBOM MTOYKHU. BEIsIBIEHO Hapy-
meHue popmupoBanus moja (H®IT): HapyXHbIe TeHU-
TaJ Iy ObLTA C(hOPMUPOBAHBI TIO KEHCKOMY THITY (Kapro-
tun 46,XY). JlaHHbIe pEHTIEHOJOTUYECKOTO MCCIIe0Ba-
HUST: y3Kasl IpyaHast KJeTka, TOHKHe pedpa, YKOpoueHue
TPYOUYaATBIX KOCTE, TUITOILIA31sl JIOKTEBO KOCTH, TUIIO-
TIJ1a3UsT TIOAB3IOIIHBIX KOCTEH, TeJa MOSICHUIHBIX ITTO3BOH -
KOB BBICOKME, OBOMIHOI (hopMbl. Bee aTo XapakTrepHo mist
CKPII, xpome ogroro — H®IT e onmmcano mpu CKPII.

Bru10 penreHo mpoBecTH MOJIEKYIIpHO-TeHETHYE-
CKO€ HccliefIoBaHue, 10 pe3yJibTaTaM KOTOPOTo IO OKa-
3aJICsl KOMITAYHIHBIM T€TePO3UTOTHIM HOCUTEJIEM MyTa-
LIMIA B reHe 7-AeruapoxoJiecTepost peaykTasbl: ¢.452G>A
(p.Trpl51Ter) n ¢.964-1G>T. Myrauusa c.452G>A
(p.Trp151Ter) B 5K30He 6 ommcaHa KakK IMaToreHHast, My-
Tamus ¢.964-1G>T ommcaHa Kak yCJIOBHO ITaTOTeHHas.

[Mpu aHanM3e TUTEpaTYPHBIX JaHHBIX YCTAHOBJICHO,
YTO OCHOBHBIMU TMpeHaTaIbHbIMU TiposiBieHussMu CJIOC
sapistorcss 3BYP (gactora BcTtpewaemoctu 90%), BIIC
(90%), n3 nux ABK (78%), yKopoueHre KOHEYHOCTE
(90%), yseanuenue TBIT 3 MM u Gosee (70%), MaioBo-
que (70%), anomanuu nouek (60%), mommupaktiaust (50%),
pacmiennHa He6a (PH) (40%). OcHOBHBIMI MOp(oJIornde-
ckumu nipusHakamu CJIOC saBasitoTcs TULEBbIE TUCMOP-
dbum (100%), Y-cunpakruiaust 2-3 nanbues crom (100%),
aHomannu nouexk (100%), aHomanuy reHuTalInii Mpu Ka-
puoturie 46,XY (100%), BIIC (90%), u3 nux ABK (78%),
HapylleHue Jooyasuun gerkux (90%), runoriasus jger-
kux (20%), nocrakcuanbHast monuaakTaust (60%), (mpu-
MeyJaTeJIbHO, YTO Y BCEX IIJI00B, Y KOTOPBIX HE OBLIO IT0-
JIMITAKTUIAU, ObUT XXEHCKUI KapUOTUIT), MUKpoLedanus
(50%), PH (40%). B HammeM ciaydyae OBLIM HETUITHYHEIC
kauHudeckue nposisineHuss CJIOC: nucrponopuroHaib-
HO KOPOTKME KOHEYHOCTH,, TUTIOILIA3H1sI IOKTEBOI KOCTH.
[MonoOHBIE TTPOSIBIEHUST B COYETAHUM C OJTUTOTAKTHIIM -
el y HoBopoxaeHHoi neBouku onucanu Correa-Cerro L.
¢ coaBrT. [1]. Tunomnnaasuio JOKTeBOI KOCTU U OBOUIHON
¢GopMBbI Tes1a MOSICHUYHBIX MO3BOHKOB onucanu Quelin C.
¢ coaBT. [2]. Takum o6pa3oM, MOKHO BKJIIOUUTh 3TU MTPO-
SIBJICHUSI B CIIMCOK TUMUYHBIX TTpu3HakoB CJIOC u, Bo3-
MOXHO, UCITOJIb30BaTh UX B I (GepeHIIMabHON TUarHo-
ctuke, Harpumep, ¢ CKPII.
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