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HacnepcTBeHHble CUHAPOMbBI MHOMKECTBEHHbIX BPOXKAEHHbIX MOPOKOB pa3Butua (MBIP) — 6onbluas rpynmna XpOMOCOMHbIX 1 MOHO-
reHHbIX 3a60M1eBaHii, HACUMTbIBatOLLAA B HAacTosALee Bpems bosee 3-X Tbicay popm. [inarHocTrika u Beprdukaumna cuigpomos MBIP
yacTo 6bIBAET 3aTPYAHUTENBHOW B CUy MHOTO06pa3ua GopM, MeXCEMENHOTO N BHYTPUCEMENHOIO KIIMHUYECKOTO Nonmmopdusma,
U NPV CMOPaAMNYecKnx cryyasnx 3abonesaHuns Hanbonee JOCTOBEPHON OyAeT Npw NOHOM KOMMIeKce GeHOTUMNMYECKUX NMPU3Ha-
KoB. Kpome Toro anddepeHLmanbHaa AMarHOCTMKA TakxKe MOXET ObiTb 3aTpyHEHA B CUY CXOXKECTU GeHOTUNNYECKNX MPU3HAKOB
Npw pasHbIX CUHAPOMaX. B mopgobHbIX ciyyasax npobnemy yTOUHEHMA AnarHo3a U peLleHnsa BONpoca 0 BO3MOXHOCTY NPOBeSEHNA
B CEMbe MPeHaTaNIbHON ANArHOCTVKN NPU NocneaytoLlelri 6epemMeHHOCT MOXET PeLIUTb NPYMEHEHE METOAOB BbICOKOMPOMW3BO-
nutenbHoro cekBeHnpoBaHua JHK (NGS). B pesynbrate NGS gnarHocTvpoBaH pefKkuii BapnaHT cuHapoma »Kybepa, 6e3 moneky-
NAPHO-TEHETUYECKOW BeprdUKaLMmM fUarHOCTrKa Gbina 6bl 3aTpyaHUTENbHA.
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Verification of a syndrome with a high degree of genetic
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Hereditary syndromes of multiple congenital malformations (MCM) are a large group of chromosomal and monogenic diseases,
currently reaching more than 3 thousand forms. Diagnosis and verification of MCM syndromes is often difficult due to the variety of
forms, inter-family and intra-family clinical polymorphism, and in sporadic cases, the most reliable will be with a full set of phenotypic
features. In addition, differential diagnosis can also be difficult due to the similarity of phenotypic features in different syndromes. In
such cases, the use of high-performance DNA sequencing methods can solve the problem of clarifying the diagnosis and resolving
the issue of whether prenatal diagnosis of the disease in the fetus can be carried out in the family during subsequent pregnancy.
As a result, NGS diagnosed a rare variant of Joubert syndrome, without molecular genetic verification, diagnosis would be difficult.
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acJeICTBEHHBIC CUHIAPOMBI MHOXECTBCHHBIX Jiee 3-X ThICSTY (hopM. IMarHOCTHKA 1 BeprU(DUKAIIAS CUH-
BpPOXXIEeHHBIX TTOpoKoB pa3sutusa (MBIIP) — npomoB MBIIP yacto ObIBacT 3aTpyIHUTEIBHON B CIILY
OoJIhINIAS TPYIIIAa XPOMOCOMHBIX M MOHOT€HHBIX ~MHOT000pa3us GopM, MeKCEMEIHOTO 1 BHYTpHUCEMeITHO-
3a00JIeBaHMI1, HACYMTHIBAIOIIASL B HACTOSIIEE BpeMsI 00-  To KIMHUYECKOTO MTOIMMOPGU3MAa, U TIPY CIIOPATNIECKUIX
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ciyyJasix 3abosieBaHus Harbosiee JOCTOBEPHOIt OyneT mpu
TOJTHOM KOMITJIeKce (DeHOTUNMMYECKUX Mpu3HakoB. Kpo-
Me Toro nuddepeHInaIbHass JMarHOCTUKA TaKXKe MOXET
OBITh 3aTPYAHEHA B CUJTY CXOXKECTU (DEHOTUITMYECKUX MPU-
3HAKOB IMPU pa3HbIX CUHApOMax. B momoOHBIX ciayyasix
npobJjieMy YTOUHEHUSI AMarHo3a U pelieHusi Bompoca o
BO3MOXXHOCTH MPOBENECHUS B CEMbE MPEeHATAIbHON AUa-
THOCTUKM 3a00JIeBaHUs Y TUTO/IA TIPU Moceaytoniei oepe-
MEHHOCTHU MOXET PEIIUThb MPUMEHEHNE METOIOB BBICOKO-
Mpou3BOAUTEILHOTO ceKBeHupoBaHus JHK.

Llenbto uccnenoBanus siBUI0Ch nuddepeHInaTbHas
JMMarHOCTHKA U Bepu(UKalMs IMarHo3a B CJIOKHOM CITy-
yae MBIITP.

Ma‘repvnanbl n metoabl

ITpoGaHn oOcaenoBaH KIMHUYECKU, TPOBEAEHBI Ta-
pakiMHUYeckue (HeiipocoHorpadusi) MeToabl 00ciaen0-
BaHMS, XPOMOCOMHBIT MUKPOMATPUYIHBIN aHATN3, CKPH-
HUHT YacTbIX MyTauuii u geneunit MTJIHK, cekBeHupoBa-
Hue ak3oma (NGS).

Pesynbratbl

IIpobGann, manbuuk 2013 r.p., BliepBble TPOKOHCYJIb-
THPOBAH C LIEJIbI0 YTOUHEHMUSI IMarHo3a B BO3pacTe 2-X JieT
10 TIOBOJY KaJl00 Ha HU3KUI POCT, BPOXKACHHBIN TTO3,
HUCTArM, BEIpAXKeHHBII TUIIOTPUX03 (ITYIIKOBEIE BOJIOCHI
Ha ToJIOBe, TOHKHE pelKhe OYeHb KOPOTKUE OpOBU), TH-
norutazuto nmovek. Ciyyvait ciopagndeckuii. [1pu ocMo-
Tpe OTMEUaINCh YKOPOUYCHUE MU3MHIIEB, HEKOTOPOE YKO-
podeHue Genep 1 TUIed, maToJoruvyeckas JepMaTorndu-
Ka, HapyllIeHWe IPOHAIMU-CyITMHALIMY (paaroyIbHAPHBII
cUHOCTO03?), yMepeHHas Opaxunaktuiaus. Ha nepBom me-
cs1Ie KU3HU TIPpY HelipocoHorpahuy AMarHoCTUpOBaHa JIo-
OapHasl rojionposaHuedanis (0OKOBbIE KeJTyI0UKU CAUTHI
B IEPETHUX OT/ENaX, MOJOCTh ITPO3PavyHOIA TTIEPETOPOIKH
He onpenesnsiercs). OTMevanach 3aepKKa ICUX0-MOTOp-
Horo pa3Butus. MickimoveHbl XoHaponuciuiazus MakKpio-
cuka u cuaapoM Hynan. [Ipu mpoBeaeHUM XpOMOCOMHO-

IO MUKPOMaTPUIHOTO aHaJIM3a XPOMOCOMHBII arcOataHc
He 0OHapyKeH, CKPHHWHT YaCThIX MYTallliA B SIIEPHBIX I'e-
HaX MUTOXOHIpUaIbHbIX 3a00eBaHuii u neaeunii MTIIHK
HE BBISIBIJI HapyIICHWIA.

[Ipu ocMoTpe B nTMHaMuKe B 4 Tola peKOMEHIOBAHO
NGS. BoisiBiieH BapyaHT HyKJIE€OTUIHOU MOCe10BaTeIbHO-
cti (chr 16:27751990AC>A) (c.2373delC) B ak30HEe 15 reHa
KIAA0556. B pesynbTrare MpoOBeISHHOTO aHAIN3a YCTAHOB-
JieH quarHo3 cuHapom 2Kyoepa (CXK), tum 26 [1].

CX — rereporeHHoe 3aboseBaHue, B Katajore OMIM
MpeAcTaBiIeHo 36 reHeTUIECKUMU (popMaMu, KOTOPbIE
UMEIOT JaJIeKO He Kiaccuyeckue (heHOTUITUYECKUe po-
sieHus. Tak, nmpu CXK 4 Tuna onucaHa roMO3UroTHast
nejeuns B reHe HepoHodTusa (3% CIXK 00ycioBIEHbI
neneuueii B rene NPHPI) [3]. Tomo3urotHas aenenus re-
He NPHPI onucaHna u npu cuHapome Senior-Loken, Ko-
TOPBIN BKJIIOYaeT onrcbiBaeMble 1pu C2K 1mopoku pa3Bu-
THSI TJ1a3 U TTOYeK.

be3 MoteKkyIsIpHO-TeHETUUECKOM Bepr(UKaIIUN CHH-
JIpoMasibHOM (hOPMBI HACIEACTBEHHON MaTOJOTUU JOPOIO-
Basl AMarHOCTHKA HEBO3MOXHA, KaK M KOPPEKTHOE ME/IH -
KO-T€HETUYECKOe KOHCYJIbTUPOBaHUE CeMbU. Takxke MJIs
Habonaolero pebeHka Bpaya-3HA0KPHUHOJIOTra OTIPaB-
JIEH CMUCOK KJIMHUYECKUX CUHOIICUCOB C 1IeJbI0 KOPPEeK-
LMY CUMITTOMATHUYIECKOTO JICUSHUSI TIPOSIBIICHUIA SHIOKPH-
HomaTuu (KoppeKius aeduiiuta ropMOHa pocTa, TaHTU-
MOTMUTYUTAPU3Ma).
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