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CoepemeHHble 803MOXXHOCMU npeHamasibHou u
nocmHamasnbHol OuazHOCMUKuU cuHopoma @puHca:
co6cmeeHHble Ha61100eHUA u 0630p TUMepamypeol

PymsaHueBa H.B., Xypc O.M., HoBukoBa U.B., BeHunkoBa H.A., 3o06ukoBa O.J1.

I'Y «Pecny6nuKaHCKui Hay4HO-NPaKTUYeCKui LieHTp «MaTb 1 anta» MuHrcTepcTBa 3apaBooxpaHeHma Pecny6nuku benapycb
MuHck, Pecny6nvka benapycb

CuHapom OpuHca (CO, OMIM#194050) — pefkoe ayTOCOMHO-peLiecCBHOe 3aboneBaHmne C HeyCTaHOB/IEHHbIM reHeTUYecknm fedek-
TOM U BbICOKOW JIeTaNbHOCTbIO, MaHNGECTNPYET XapaKTepHbIM KOMIMJIEKCOM BPOXAEHHbIX MOPOKOB pa3suTuaA (BMP), Bkniovatowmym
AnadparmanbHyto rpbixy (A). MpenctaBneH 0630p nuTepatypbl N0 GEHOTUNUYECKUM NPU3HAKaM 1 AMarHOCTUYECKUM KpUTEPUAM
CMHAPOMa, MPUBEAEHbI KNMHUKO-TeHeanormyeckre faHHble onybankoBaHHbIX ceMelHbix HaboaeHWI, ynbTpa3sykoBsble (Y3) 1 nato-
Mopdonoruyeckme xapaktepmctuky nnopos ¢ CO.

Llenb nccnepoBaHuaA: npoaHany3vpoBaTb NpeHaTasbHble Y3, KNMHUYecKne 1 naToMmopponornyeckre xapakTepucTki 12 naumneHToB
¢ CO, BbiABneHHbIX B benapycu 3a neprog 2009-2018 Ir. v NpeAcTaBUTb pe3ynbTaTbl PETPOCMEKTVBHOIO aHann3a penpoayKLmmn cemei.
Marepuanbl n metoabl. [lpoBefeHO MeANKO-reHeTUYeCKoe KoHCynbTpoBaHme 10 cemeil. Bce 6epeMeHHble npoLunm KoMO6mHM-
POBAHHbIN NPeHaTasbHbIN CKPUHUHT. BbINOAHEHbI Npe- 1 NOCTHaTaNbHbIA aHanu3bl KapnoTunos (GTG-banding), natomopdonoru-
yeckoe nccnepoBaHre 10 abopTMpPOBaHHbIX MAOAOB U 2 yMepLUNX MNaAeHLEeB.

Pe3ynbratbl 1 06cyxaeHne. DeHoTUNNYECKME NPOABIEHWA Y BCEX NaLEHTOB COOTBETCTBOBaNM AnarHoctmyeckum kputepumam CO.
Cpepav npeHaTanbHbIx ¥3 npusHakos B 1 TpyMecTpe npu 5 6epeMeHHOCTAX YyCTaHOB/IEHO pacluipeHne BOPOTHNKOBOIO MPOCTPaH-
CTBa; BO 2 TpumecTpe Y 11 nnopos BbiasneHa [If, y ogHoro — omdanouene, B 4 ciyyaax — Apyrue aHomanum passutusa. [pybble uepTbl
SN OTMEYEHbI Y XNBOPOXKAEHHDBIX 1 MNOAOB. [MNonnasua nerknx ycTaHoBMeHa y BCeX MaLMeHTOB, pefKue aHoManum (1eroyHom
CEeKBEeCTp, KNCTO3HO-aIeHOMATO3HbI MOPOK, annasva fonum) — B 5 cnyyaax. XapakTepHble fedeKTbl TepMUHabHbIX GanaHr n/unm
HOrTeBbIX NIACTUHOK OTMeYeHbl B 11 HabnogeHunsx, y 3 cMbcoB BbiABAEHbI pefiKkre MOPOKUN — MONMAAKTUINA KACTE, SKTPOAAKTU-
nuna cton. Cpefmn accouMnpoBaHHbIX aHOManuii pa3eBnUTrA Habnodanncb pacliennHa Heba, apnHaHuedanua, ruapouedanns, Kom-
6V1HMPOBaHHbIN MOPOK cepaua, omdanouene, AMBepTUKYN MekKens, aHomanum Noyek, AByporaa MaTka 1 runocnagus. B cemeitHom
HabsnoaeHN y 3 cMbCOB OTMEUEHO BbICOKOE CXOACTBO PeHOTUNMYECKNX NPoABAeHU. AHann3 ncxopnos 6epemeHHocTel B 10 ceMbax
CBMAeTeNnbCcTByeT 06 OTArOLWEHHOM aKyLlepckoM aHaMHese. /13 29 6epemeHHocTel B 12 cnyyasax notomctso umeno CO, 4 3aBep-
LUINANCH CMOHTaHHbIM abopTom, 11 — poXxaeHnem 3A0POBbIX AeTel, Npu 2 TeKylwmx 6epemeHHocTAx BINP y nnopgos He BbiABNEHbI.
3akntoueHme. KnuHnueckuin gnarHos CO yctaHaBNMBaeTCA NPy COOTBETCTBUM Komnnekca BIMP NprHATbIM AnarHOCTUYECKUM Kpui-
TepuAM Nocne NCKITIYEeHNA XPOMOCOMHOro ancbanaHca. Mpu obHapyxeHnn y nnofa Al - BeayLuero AnarHOCTUYECKOro Npr3Haka,
cnefyeT NPOBOAMTb LiefleHanpaBneHHbIN MOUCK aCCOLMMPOBAHHbIX aHOManui. MNoAngakTMAnA n SKTPOAAKTUANA MOTYT paccMaTpu-
BaTbCA B KauecTe sneMeHToB dpeHoTnnuuyeckoro cnektpa CO.

KnioueBbie cnoBa: ciHapom OprHca, ayTOCOMHO-PeLIeCCMBHbIN TUM HacnefoBaHWA, anadparmanbHas rpbika, runonnasus/anna-
31A TePMUHANbHbIX GpanaHr U HOFTeBbIX NIACTUHOK, NONNAAKTUANA, SKTPOAAKTUINA, NpeHaTanbHaA ANarHOCTMKa.
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The possibilities of prenatal and postnatal Fryns syndrome diagnostics:
patients presentations and overview

Rumiantseva N.V., Khurs O.M., Novikova I.V., Venchikova N.A., Zobikova O.L.

Republican Scientific Practical Centre «<Mother and Child», Ministry of Health, Belarus
Minsk, Belarus

Fryns syndrome (FS, OMIM#194050) is a rare lethal autosomal recessive disorder with unknown genetic defect, manifested the dis-
tinct complex of the multiply congenital abnormalities (MCA), including diaphragmatic hernia. There was made the world litera-
ture overview for the FS phenotypic features, clinical and genealogical data of the published familial cases, ultrasound and mor-
phological characteristics of affected fetuses.
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Aim. Analysis of the clinical, morphological and prenatal ultrasound data of 12 FS cases, detected in Belarus during 2009-2018
years, and families’ reproduction results.

Material and methods. Genetic counseling of 10 families with affected outcome was performed. All the pregnants underwent the
combined (biochemical and ultrasound) screening. Prenatal and postnatal cytogenetical studies (GTG-banding) and the morpho-
logical investigations of the 10 aborted fetuses and 2 deceased infants were fulfilled.

Results and Discussion. All the patients presented typical FS phenotypic features correlated with the diagnostic criteria. The spec-
trum of prenatal findings diagnosed at 1-st trimester included nuchal skin enlargement/cystic hygroma (5 cases), at the 2-ed tri-
mester — diaphragmatic hernia (11 cases), omphalocele (1), other malformations (4 fetuses). The facial dysmorphisms (coarse face)
were detected in all the patients. Lungs hypoplasia was found in all cases, 5 patients additionally dysplayed other abnormalities: pul-
monary sequestration, cystic-adenomatoid malformation, lobular aplasia. Characteristic phalanges and nails hypoplasia or aplasia
were registered in 11 cases, 3 sibs presented rare malformations — polydactyly (hands) and ectrodactyly (feet). Associated malfor-
mations spectrum included cleft palate, brain abnormalities (ventricular dilatation, arhinencephaly), cardiac defects, omphalocele,
Meckel diverticule, hydronephroses, renal cysts, bicornuate uterus and hypospadia. The familial case with 3 affected sibs demon-
strated a similarity in main diagnostic criteria. The couples reproduction analysis illulustrated a serious failure. Outcome of 29 preg-
nancies were as follows: 12 — FS cases, 4 — miscarries at 1-st trimester, 11 — healthy offspring and 2 cases — pregnancies are going
on currently (both fetuses without malformations).

Conclusion. Clinical diagnosis of FS may be noted in patients (either fetuses or newborns), which display the conjunction of typ-
ical MCA pattern with a normal karyotype. Additional investigations must be used in order to exclude the associated abnormali-
ties if diaphragmatic hernia has been detected in fetus. In our opinion polydactyly and ectrodactyly may be added to the FS phe-
notypic spectrum.

Key words: Fryns syndrome, autosomal recessive inheritance, diaphragmatic hernia, phalanges and nails hypoplasia or aplasia,

polydactyly, ectrodactyly, prenatal diagnostics.
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BBepgeHue

uHapoMm ®Ppunca (CPO, OMIM#194050) onucan

Fryns J. u coaBT. B 1979 1. y 2 MEPTBOPOXICHHBIX

c1OCOB, UMEBILKX IPyObIe YePThI JIULIA, [IOMYTHE-
HME POrOBMIIbI, PACILEIMHY Heba, quadparMaabHyIO rphl-
Ky (JAI'), runoriasuio Jerkux, TUIOIUIa3uio TepMUHATb-
HBIX (haJlaHT ¥ HOTTEBBIX IUIACTUHOK [1]. Bmocnencreum,
Ha OCHOBe aHa/lu3a (PpeHOTHUIIa 8 MALMEeHTOB ObIJIN BhIE-
JICHBI BeAyIlIMe TMAarHOCTUYECKUE IIPU3HaKH [2].

Ony6onmKoBaHbI onMcaHust okoJio 120 ciaydyaeB KU-
BOpOXIEeHHBIX 1 T1oa0B ¢ CP. PoxaeHne 601bHOrO MMO-
TOMCTBa B KPOBHOPOACTBEHHOM Opake [3, 4], HabmoneHus
pasHonoJibix cu6coB ¢ CP y 3m10poBbIX poauTeneit [2—8]
CBUIETEJIBCTBYIOT 00 ayTOCOMHO-PELIECCUBHOM THUIIE Ha-
caenoBaHus. 'eHeTMUecKuii feeKT, MPUBOISIINI K BO3-
HUKHOBEHUIO 3a00JIeBaHMsI, He nIeHTUGUIpoBaH. Onu-
CaHbI ALUEHTHI ¢ (PeHOTUITMYECKUMU MposiBieHussMu CD
u MyTansiMu B rene PIGN [9, 10].

KimHuuyeckuii AMarHo3 ycTaHaBJIMBAETCs MPY HaJIK-
YUK XapaKTePHOTO KOMILIEKCA BPOXKIACHHBIX aHOMAaJIMi1
Pa3BUTHS IOCIIE UCKJIIOYEHUSI XDPOMOCOMHOTO TrcOaiaHca.
CrexTp 1 yacToTa (peHOTUMTMYECKUX MPU3HAKOB JETaTbHO
npeacTaBiaeHbl B 0630pe Slavotinek A. [11].

YepenHo-nuuenbie gucmopuu (YJI1) popmupyror
XapaKTepHBII MaTTePH MPU3HAKOB, KOTOPBIIA OMMMCaH KaK
«rpyOble YepThl JUla» («coarse face»): HU3KOIOCaXKeH-
HbIe TMCMOP(UYHBIC YIIIHbIe paKOBUHBI (55,8%), rurep-
TejopusM (36,5%), mupokoe nepeHocke (38,5%), Ton-
CTBIN KOHYMK HOCA, BEIBEPHYThIE HO3ApH (26,9%), Makpo-
ctomust (38,5%), hopma BepxHeii TyObl B BUJIE «I1aJIaTKI»
(«tented» lip), Mukpopetporenust (36,5%).

AHomanmu nuadparmel (4actora 96%) MOTyT OBITH
MpeACTaBIeHbl BApUaHTaMU JIeBOCTOpOHHel (53,8%, Tun
Bochdalek), 6unatepansHoii (19,2%) wiu npaBoCTOPOH-
Heit (11,5%) AI', pexe rumo/amia3ueii 1 3BeHTpaLei
Iuadparmel.

ITaTororust JIerknx BKIIIOYaeT runoriasuio (65,4%) n
HapyueHue jgooynaunu (9,6%).

ITopoku KOHEYHOCTE! IIpeaCcCTaBIeHbI TUIIOTUIa3ueil/
arJia3Meil TepMUHAIbHBIX (paJlaHT MajiblieB KUCTEei,/cTom
(59,6%), amrasueii/Turomnia3yueii HOITeBbIX IJIACTUHOK
(59,6%). Otmeuarorcs mwmpokue (13,5%) nepBble Majb-
LBl KUCTEH ¢ TTpOKCUMaIbHON nosuumeit (15,4%), xam-
nrogaktvims (11,5%); onucansl Kocosamnocts (19,2%),
cTona-kayvanka (3,8%).
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AccolmmpoBaHHbIE aHOMAJTUM:

* ToMyTHeHue poroBulisl (17,3%), pexkxe MUKpPO-
draneMm (5,8%);

* pacuienuHa HebOa (50%), pacienuHa ryosr (25%) u
HX COYETaHMUE;

* CTPYKTYpHBIC aHOMaM Mo3ra (88 % ): Tunporieamis/
pacIMpeHue XellymoukoB (23%), areHe3usl MO30JIMCTOTO Te-
na (13,5%), HelipoHaJIbHBIE,/1IepeOeIUIIPHBIC TeTEPOTOITNHI
(13,5%), mopox JIsamn-Yoxkepa (9,6%), TTOMAMUKPOTUPHS,
runoriasus Mosxeuka (3,8%), OTCYyTCTBHE OOOHSATEIBHBIX
JIYKOBHII/TpakToB (3,8%), apunenuedanvs (1,9%);

* cepaeuHo-cocynuctas cucrema (CCC): cenTanbHble
nedextbl (JAMXKIT — 40,4%, AMIIII — 13,5%), aopTaib-
Hble (13,5%) 1 KOHOTpYHKaIbHBIE TIOPOKU;

* xenynoyHo-KueyHbii TpakT (KKT): HapyuieHus
rmoBopoTa KuieuHnuka (15,4%), omdanouene (9,6%), nu-
BepTUKyI Mekkenst (9,6%), aHopeKTalbHble aHOMATNHU
(9,6%) v monmucrnenus (9,6%);

* TIOPOKM MOYETIONIOBOI CUCTEMBI: KUCTHI W IMCILIA-
3us novexk (26,9% u 11,5%), runpoyperep/ruapoHedpos
(17,3% wu 5,8%), Tunoruia3ust MOYEBOTO TTy3bIps, (DUCTYIa
ypeTpsl, nByporast matka (11,5%), nBoiiCTBEHHOE CTpOe-
HMe reHuTanuii (5,8%), runocnanus (1,9%);

* TIpOrpeccupyolliee MHOTOBOIME CO 2 TpUMecTpa Oe-
peMeHHocTH (55,8%).

B 2005 r. Lin A. 1 coaBT. TIpOBeJIM aHAIU3 HAUOOJIb-
meit Koropthl manyeHToB ¢ CP (109 ormyGIMKOBaHHBIX U 3
COOCTBEHHBIX HAOMIONEHUS) U TTPEUIOKWIN OOHOBJIEHHYIO
(bopMyTMPOBKY TMarHOCTUYECKUX KPUTEPUEB CHHAPOMA:
(1) anomanuu nuadparmel, (2) xapakrepusie Y1, (3) ru-
TMOTIIa3Msl/aria3usl TEPMUHATBHBIX (DajlaHT 1/ WIIA HOTTe -
BBIX IJTACTUHOK KUCTE# 1 cToM, (4) TUIIOIIIa3Usl JIeTKHUX,
(5) accoummpoBaHHbIC aHOMAJINH, (6) HaJTMIKe OOTBHBIX
cu6coB [12]. Ucronb3ysa 6 MarHoCTUYECKUX KPUTEPUEB,
ObLIM BBIIENIEHBI 3 KaTeropuu naiueHToB ¢ CO: (1) ume-
10T 4 11 60J1ee 13 6 KpuTepues, (2) mMeloT 3 TIpru3HaKa, (3)
aturmnuHbiii CP — ¢ orcyrctBuem AT (9,8% ciydaeB) m-
00 HaJIMYKMeM HeXapaKTepHBIX TTOPOKOB pa3BUTUS (TIOJTH-
JNAKTUIWS, SKTPOJAKTUIIS, ITEPUTUHA 1 ap.) [12].

CeMeliHBII aHAMHE3 C HAJIMYMEM OOJIbHBIX CMOCOB
MMeeT BaXXHOE 3HaUYEeHME ISl YCTaHOBJIEGHUSI HO30JIOTH-
gecKoro mrartosa. Omy6amkoBaHo 16 ceMeiHBIX HaOJTIO-
naexnii CO ¢ 36 nmopaxeHHBIMU cGcaMU ((KUBOPOXKIEH-
HbIE 1 yMeplIre MIaaeHIbl, o). B 13 ceMbsix Ob110
1o 2 60abHbIX [5—8, 13—17], B TOM 4uciie 3 mapbl MOHO-
3UTOTHBIX OJIM3HEIOB, 2 U3 KOTOPHIX POIMINCH B KDOBHO-
poaCcTBeHHBbIX Opakax [15—17], 2 ceMbu uMenu 1o 3 mno-
paxkeHHBIX cubca (MaageHel u 2 noxaa) [14, 18], B on-
HoOIt ceMbe poauiock 4 nereii ¢ JII' u accounupoBaHHBIMU
aHoMmanusiMu [19].

3aboJieBaHME XapaKTepU3yeTCs BHICOKOM JIeTalbHO-
cTbio. 1o maHHBIM TUTEPaTYPhl AOCOTIOTHOE OOJIBIITMH-

cTBO GepeMeHHocTel turogoM ¢ CP 3aBepIIMIOCh Jie-
TaJbHBIM UCXOAOM (MEPTBOPOXIECHUE U IETU, YMEPIIIUE B
HeoHaTaJbHOM Ilepuofe). B To ke BpeMsi, U3BECTHBI Ha-
omoneHus 11 nereit ¢ penorunmom C®D B Bo3pacte oT |
o 15 jer, UMeIoIUX TSDKETYIo 3aepKKY MCUXOpedYeBO-
IO pa3BUTHsI, HEBPOJIOTUYECKUE PACCTPOMCTBA, CYTOPOXK-
HbII cuHapoM [20].

ITockosbKy reHeTU4YecKUit nedeKT He YCTaHOBJIEH,
3(bGEKTUBHOCTh MPODUTAKTUKY POXKIECHUS TTOTOMCTBA
¢ CO ompenensieTcsi BO3MOXHOCTSIMU TTpeHaTaIbHOM Y3
nuardHoctvku [21]. OnHako, B MUPOBOIi TPaKTUKE Clydau
nuarHoctky C® ¢ IUTOreHeTUYeCKUM 1 TaTOMOPGhOJIO-
TUYECKUM HCCIIEOBAHUSMU TIJI0Ia HEMHOTOUYVCJIEHHBI.

Llenb nccnenoBaHus: MpoaHATU3UPOBATh MPEeHaTAb-
Hble Y3, KIMHUYECKUEe U MaTOMOP(OJIOrnyecKue Xapakre-
puctuky 12 manentos ¢ CD, BIIBICHHEIX B bemapycu 3a
nepuon 2009-2018 rr., U IpeacTaBUTh PE3yJIbTaThl PETPO-
CIEKTUBHOTO aHaJIM3a PEMPONYKIIMU CEMEN.

Marepmanbl n metoabl

I'pynmy uccnenoBanus coctaBwiu 10 cemeii, umero-
IIUX TIOTOMCTBO ¢ KoMIiekcoM MBIIP, Bkirouarommm
AT (9 u301MpoBaHHBIX U OMHO CeMEiHOEe HAOII0eHUE C
3 mopaXXeHHBIMU CUOCaAMM).

Bce 6epemeHHBIE TPOIUTM KOMOWMHUPOBAHHBIN TIpe-
HaTaJIbHBIM CKPUHMHT. Y3 MCCIeN0BaHUS TTPOBOIUIIUCH
Ha ckaHepax Sonoline Versa Plus (Siemens) u Voluson
730 Expert (GE) c ucnonb3oBaHueM TpaHCBaruHajJbHOTO
¥ TPaHCaOJOMUHAIBLHOTO JaTYNKOB.

IMpeHaTaNbHBIN aHAJIN3 KapUOTUIIOB BHITIOTHEH Ha
TperrapaTax KJIeTOK KyJIbTYp BOPCMH XOpPMOHA U aMHMO-
IIMTOB, MIOCTHATATBHBIN — TUMQOIIMTOB TTeprhepUIECKON
KPOBU C HUCTIOJIb30BaHUEM MeTona nuddepeHImanbHO
(GTG-banding) oKpacKu XpOMOCOM.

ITpoBeneHo natomopdonornyeckoe ucciaenoanue 10
TUTOIOB, A00OPTUPOBAHHBIX TI0 MEAMITMHCKUM TTOKa3aHM-
SIM, ¥ 2 yMepIITUX MJIAZICHIIEB.

Menuko-reHeTnyeckoe KoHcyapTupoBanue (MI'K)
ceMeil BKITIOYaJI0 KIIMHUKO-TeHeaJornIeckKuili aHaJins,
CUHIPOMOJIOTUIECKYIO IUATHOCTUKY C MCITOJIb30BaHUEM
KOMITBIOTEPHBIX TUarHOCTUYeCKUX rmporpaMm («London
Medical Database», «CuHAuar»), oleHKY MpOrHo3a Io-
TOMCTBa.

PesynbTaTbl M 06CyXAeHNEe

IIpoaHanu3upoBaHbl hpeHOTUTTMYECKUE TaHHbIE 12 ma-
LIMEHTOB (2 XUBOPOXIEHHBIX U 10 aBOpTUPOBAHHBIX IJIO-
JIO0B) ¢ KiMMHW4YecKUM nuarHo3oM C®. CooTHOIIEHWE JTUIT
JXKEHCKOTO U MYXCKoro mnoja coctaBwio 10:2. Ctanmapt-
HBII aHAJIM3 KapUOTUIIA BBIMOJHEH Y 9 MpobaHa0B, Xpo-
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MOCOMHBIX aHOMAJIMii He BBISIBJIEHO (B 3 CIIy4asiX poauTe-
JIV OTKA3aJIMCh OT UCCJIEIOBAHMS, HO TT0 KIIMHUYECKUM U
MopdoJoTMYeCcKM TaHHBIM (bEHOTHUII TIJIOI0B COOTBET-
crBoBast CD). Pe3ynbraThl IpeHaTaIbHOM Y3 TMarHoCTH-
KU, KITMHIYECKOTO U MTaTOMOP(hOIIOTMIeCKOTO MCCIIeNoBa-
HUI TTAIMEHTOB IIPEICTABICHBI B TAOJIUIIEe, POJOCIOBHBIE
OTpaXkeHbl Ha puc. 1.

Hao6monenue 1 (puc. 1, pogocnosHad I; Tabnmia, ciry-
yaii 1). CeMeliHBI aHaMHe3: OpaK He POACTBEHHBIN, Y
25-neTHelt MaTepu BpoXIeHHbIN mopok cepaua (BITC:
JAMZKII), otelr 3m10poB.

bepemeHHOCTh MpobaHaoM mepBas. [IpeHaTaabHbIA
CKPMHUHT 1-2 TPUMECTPOB ITPOBOIMIICS TTO MECTY KUTEITb-
ctBa cembd. B 11 Henesb recTalviul 1o TaHHBIM Y 3 Uccieno-
BaHUs BbIsIBJIeHA KUcTo3HAas1 TurpoMa 1en (KTP — 50,0; Nt
—5,3). Cynpyru oTKa3aauch OT MIHBa3WBHOM TUAarHOCTUKU
U ipepbiBaHMs OepeMeHHocTH. [1pu obcaenoBaHuy 1ioaa B

23 Heles M TecTallii YCTaHOBJIEHbI KOMOMHUPOBAaHHBII TT0-
pok cepmia (JAMIIIT, IMXII, repepbIB HUKHEH TOJION Be-
HbI) ¥ MHOTOBOZIE. DKCIEepTHAas OLIEHKA COCTOSTHUS TIofa
BBITTOJTHEHA B « PecIty0IMKaHCKOM Hay9HO-TIPAaKTHYECKOM
HeHTpe «Martb 1 IuTS» B 28 Helesb TecTalun. Y3 Auardo3
— MBIIP: pacienuna Heba, npaBoctopoHHsist AT, BITC,
runpoHedpos (puc. 2). B cBs3u ¢ BeIpakeHHBIM MHOTOBO-
JIMeM BBITIOJTHEHO aMHMOIPEHNPOBaHME, 00pa3el] 0KOJIO-
TUTOTHBIX BOJ UCITOJTb30BaH JUISI IIMTOT€HETUYECKOTO UC-
CJIeOBaHK, KApUOTHIT tutoga — 46,XX.

B 33 Henenu 6epeMEeHHOCTH ITyTeM oMepalnu Kecape-
BO ceueHure poauaach aJeBouka ¢ Maccoit 1850 r, mauHoi
Tesia 38 cM, OKPY>KHOCTBIO rojioBbl 31cM. OueHKa Mo 1ka-
Je Arirap 5/VBJI. B cBsI3u ¢ HaquyueM MOPOKOB pa3BU-
TUS Ha 2 CYTKM XU3HU TTPOKOHCYIBTUPOBAaHA TEHETUKOM.

®enorutm mpodanaa (puc. 3) pximouan: YJIJI (Hu3Ko-
TocaXXeHHbIE TUCMOP(MUIHBIE YIITHBIC PAKOBUHBI, IIHPO-

Puc. 1. PogocnoBHble cemen, MeLwmx NoTOMCTBO C KNMHUYECKM grarHo3om CO.
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KU JIOO, KamWIISIpHbIe TeMaHTUOMBI B 00JIacTH J10a, Tie-
PEHOChS, BeK, IIMPOKOE TJIOCKOE MTEPEHOChE, TUITePTENIO-
PU3M, MOHTOJIOUTHBIN pa3pe3 IIa3HbIX 1Ieeil, KOPOTKUI
HOC C IIUPOKOM CITMHKOW 1 TOJICTBIM KOHYMKOM, MaKpoO-
CTOMUSI, MUKPOPETPOTEHUS ), PACIIEIMHY MSTKOTO U TBEP-
JIoro Heba, KopoTkyito 1er. [Tpyu ocMoTpe oTMedeHbI Y-
JIMHEHHBIE MIepBbIe NaIbIIbI (TT0 JAHHBIM PEHTIeHOrpachumn
WCKJIIOYEH BapUaHT 3-(halaHTOBBIX MaIbIEB) C TPOKCHU-
MaJIbHOI MO3UIIMEN U TUIOIIa31eil HOTTEBbIX IJTACTUHOK,
TUIIOTIa3Usl TEPMUHAJIBHBIX (hajiaHT 2—4 najableB, TUIIO-
TUTa3usl/aruia3yusi HOTTEBbIX IUIACTMHOK Ha 2—35 mabliax
KHUCTEl; aruia3us HOTTEBbIX IJTACTUHOK 2—5 MaJIbLIeB CTOTI.
HuarHoctrpoBaHbl TpaBocTopoHHsd AT (Tutactuka qua-
(parmel BeinioJiHeHa B Bo3pacte 19 gHeit), BITC: JIMIIII,

AMKII, oTKpBITHIN aOpTadbHBIN MPOTOK (OMepaTUBHOE
JieueHue MpoBeieHo Ha 13 cyTKu XXU3HU), TUAPOHEehPO3.
Kiunuueckuit duaenos: CO. B mnHamMuKe y pebeHKa Ha0JII0-
Jajiach TsDKeJIast 3aIepKKa 00IIero pa3BuTus. JleTaibHbIN
KCXOM B Bo3pacte 46 cyTok. [1pu ayTorncuu TOMOTHUTE b~
HO BBISIBJICHBI aHOMAJIMY TOJIOBHOTO MO3Ta (BHYTPEHHSIS
ruaponedanus, apuHaHIedanus, HapylneHrue [uToap-
XUTEKTOHUKYU KOPHI OOJIBIINX TOJIYIIAPUii), TUITOTIIA3HS
TOHKOW KWIIKW, TMBEPTUKYT MeKKeIs.

Hao6moaenne 2 (cemeiitoe; puc. 1, pomocioBHas II).
Cynpyru 3010poBbl, 6paK He pOACTBEHHbIN. OTITOLIEHHbI
PENPONYKTUBHBII aHAMHE3.

IlepBasi 6epeMeHHOCTb: 1eBOYKA POAUIACH OT CPOUYHBIX
ponoB ¢ Maccoii 2570 1, imHo Tena 47 cM, OKPY>KHOCTBIO

Tabnuya
(DeHOTUNNYECKME XapaKTepNCTUKM NaLeHToB ¢ cuHapomom OpuHca
ZKnBOpoXIEHHbIE NALIUEHThI TTnomst
Bcero
cyyaii 1 clyyait 2 (10 ciygaes)
JlaHHbIe TIpeHaTaaIbHOro Y3 CKpMHUHTA
1 Tpumectp: >NT/rurpoma eu + 4/10 5/12
2 TpUMeCTp:
ar + 6/10 7/12
AT B coctaBe MBITP + 1/10 2/12
AT 1 aHoManuu noyex 2/10 2/12
Omdanonene 1/10 1/12
Kinunuveckue u matoMmopdonornueckue JaHHbIE
[Mon X 2M : 8K 2Mm : 10x
YepernHo-auLeBbie AucMopuu + + 10/10 12/12
l'umonnasusi/arnasus TepMUHATBHBIX (GajlaHT 1/WIA HOTTEBBIX n n 9/10 11/12
TJTACTUHOK
[Inpoxue nepsble MaNbLbI + - 5/10 6/12
TMonupakTunus - + 1/10 2/12
OKTPOIAKTUINS - - 2/10 2/12
CUHIAKTUINS - - 1/10 1/12
Pacienia HeGa + - 0/10 1/12
JnadparManbHast TpbIKa: 10/10 12/12
JIEBOCTOPOHHSISI + 6 7
TIPaBOCTOPOHHSISI + 4 5
Jlerkue: rurnornnasus, + + 10/10 12/12
MpoYKie aHOMAJIUU + + 4/10 6/12
TTopoku cepana + + 2/10 4/12
[Mopoxu XKKT + - 2/10 3/12
AHOMAaJINM MOYeK + + 3/10 5/12
AHOMaJIMM MOJIOBBIX OPraHOB - - 2/10 2/12
AHOMaJInu Mo3ra + - HE UCCIIENOBAHBI 1/2
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rosioBblI 31cM, orieHkoi 1o mikaie Anrap 1/MBJI. ®eHotn-
MMYECKUEe TaHHbIE TIPENCTaBIEHbI B TabMIIe (ciydait 2). [Tpu
OCMOTpE MJIaJicHIIa ObUTA BBISIBJICHBI TPYObIe YepPThI JIUIIA,
OpaxuaaKTWINS, aruia3usl TepMUHATIBHON (hasiaHTy 4 naJib-
11a JIEBOU KUCTH, aruia3usl HOTTEBbIX IIACTUHOK Ha Majibliax
MpaBoOii KWCTU U JIEBOU CTOIbI, MOMUAAKTWIIVS JIEBOI CTOIIHI,
cuHpakTwIvs 4-5 npaBoii cronbl. [1o JaHHBIM peHTreHorpa-
uu ugeHTrdbULIMpoBaHa geBoctopoHHss AT, JleTanbHbIN
WCXOJ Ha 2 CYTKM XU3HU Ha (POHE HAPACTAIOLIEro MeTabo-
Jmyeckoro aruno3a. [1pu naromopdonornyeckoM rccieno-
BaHMM noaTBepxkaeHa I, ycTaHOBIeHbI TUTIOTIIA3US JISTKUX
(Macca 8 T mpu HopMaTbHOM 3HaYeHUH 40 T) ¢ areHe3uei 1o-

A

JIA IPaBOro JIETKOro, OTKPhITOe oBajibHOE OKHO (O00), yme-
pEeHHas TUITOIUIa3us MpaBoii Movku, HedpornTos. [TopokoB
pa3Butus Mosra, KKT u reHuTanmit He BbIsIBIEHO. KauHu-
yeckuii/namomopgonoeuyeckuii duaero3: MBITP.

Bropast 6epeMeHHOCTb Hepa3BUBalollasics B cpoke 10
HeJleIb TeCTalliy.

YeTBepTast 60epeMeHHOCTh 3aKOHUMJIACh POKACHUEM
3I0POBOTO MaJIbYMKa.

IIpu TpeTbeii 1 nsATO 6EepeMEHHOCTSIX MO TaHHBIM Y3
WCCIIeIOBaHUS B CpoKe rectaruy 11 Hemenb oTMedanioch
paciimpeHre BOPOTHUKOBOTO MPOCTPAHCTBA Y TIJIONOB, Y
OITHOTO M3 HUX IMarHOCTUPOBAHBI TUTPOMA IIIeW U HauH-

b B

Puic. 2. AHomanum pa3sutusa nnoga ¢ CO, yctaHoBNEHHbIe NPU NpeHaTanbHOM Y3 uccnepnoBanum (A — pacwenvHa Heba, b - [, B — rugpoHedpos).

A

b

Puc. 3. ®eHoTun nauuneHTa (HabnogeHue 1) c CO (A, b - rpybble YepTbl NUUa, B — runonnasua TepmrHanbHbix GanaHr, rMnonnasvsa/annasmna HorTeBbIx
NAacTMHOK Nanbues K1cten, I — annasma HOrTeBbIX MNAaCTUHOK NanbLeB CTon).
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Hatolasicsl BoasiHka. B 17 u 19 Henenb y mioa0B BbISIB-
neHa JII'. Tlo pe3ynbTaTaMm nMpeHaTaaAbHOIO LIMTOT€HETU -
YeCcKOro aHaju3a omnpeaeeHbl HOpMaibHble KAapUOTUITHI
(46,XX). I1pu misiToi1 GepeMEeHHOCTH Ha OCHOBAaHWUH CeMeii-
HOTro aHaMHe3a U HabJII01aeMbIX XapaKTepHBIX Y3 TaHHBIX
OBLT YCTAaHOBJICH IpeHAaTabHBIN nrnarHo3 C®. bepeMen-
HOCTH TIpEpBaHbl MO MEIUIIMHCKUM ToKazaHusM. [lom-
pobHoOe onucaHue pe3yabTaToB MaTOMOP(OJIOTHIECKOTO
HCCIIe0BaHMSI 000UX TUIOAOB B TaHHOW CEMbE paHee OITy-
ommkoBaHo HoBukoBoit M.B. u coaBrt. [22]. [Ipu ocMoTpe
OTMEUEHBI JIULEBbIE TUCMOPGhUN, TUTIOTLIA3Us TEPMUHAIb-
HBIX (baJlaHT/HOTTEBBIX IUIACTUHOK, ¥ OJHOTO U3 ILIONOB
coYeTaHue MpeakCUuaaIbHOU MOMUAAKTUINN KUCTEH C K-
TPOAAKTWINEHN CTOIl, Y BTOPOTO — 3KTPOAAKTUIMS JIEBON
cronbl. B 0boux ciaydasix moarsepxneHo Hanuuue I, BbI-
sIBJIEHA TUTMOIIA3Us JIETKUX U Hapy>XXHbIX TeHUTaIuil. ¥
OIIHOTO M3 T1010B ycTaHoBJeH BITC (obwmumit aprepuanb-
HBIIi cTBOJT), L-00pa3Has nmouka, AByporast Mmatka. flamo-
mopgonoeuneckuii duaernosz: CD.

B cembe mpociexuBaeTcss ayToCOMHO-PELeCCUBHBIN
TUIT HachenoBaHusl Komruiekca MBITP u cxonctBo cu6-
coB (3/3) o Beayum npu3Hakam C® (AT, rumoriazum
nerkux, YJI, runorura3uy TepMUHAIBHBIX (DajlaHT/HOT-
TeBBIX IJIACTUHOK) U PEIKUM aHOMaJIUSIM KOHEUHOCTEH:
noauaakTuianu (2/3) u akrponakTuiauu (2/3). 3akmouu-
TeJbHBIN quarHo3 y nmoromcrea — CO.

ITnoant ¢ C® (puc. 1, ponocnosubie [1—X). O6006-
1meHHble Y3 1 matoMopdonorndyeckre raHHase 10 mionon

A

(BkJTIOYas 3 paHee ONMMCAHHBIX MU30JUPOBAHHBIX ClIydast
[23] v m10abI, OTHOCSIIUECS] K CEMEMHOMY HAOIIOAEHUIO)
npeacTaBieHbl B Ta0auie. Bo Bcex ceMbsix 0epeMEeHHOCTh
ObLTa MpepBaHa Mo MEAULIMHCKUM TToKa3aHusIM B 19—21
Henemo recraiyu, nuario3 C@® ycTaHOBJIEH 110 Pe3Yilb-
TaTaM MaToMOpP(pOIOrnIecKoro uccienoBatvs. PeHOTH-
nuaeckue nposieieHus C®P y rmiona oTpakeHbl Ha puc. 4.

IIpenamanvuvie Y3 npusnaxu CO. Ipu npoBeaeHUN
NpeHaTaTbHON Y3 IMarHOCTUKH Y 5 MalleHTOB UCCIIeTy-
€MOIi TPYMIIbI UMEJIO MECTO pacllipeHrue BOPOTHUKOBO-
ro MPOCTPaHCTBA, BO 2 TpuMecTpe y 11 u3 12 mionos ObI-
Ja BeisiByieHa U1, B 4 ciyyasix accouumpoBaHHasI C ApyTu-
MU aHOMaJIMSIMU (paclieTMHON Heba, TOPOKOM ceplia,
TUTIEPIXOTeHHBIMU MOYKaMu, TUApoHehpo3oM). B ox-
HOM HaOJIIOJeHUY TIEPBUYHO TUArHOCTUPOBAHHBIM T10-
pOKOM pa3BuUTHUS B 19 Hemenb rectauu ObUIO0 oMalo-
11eJie, BIOCJIEICTBUM P ayTOIICUU TIJI0A TOTTOJTHUTEb-
Ho obHapyxeHa JII'. HecMoTpst Ha paHHee BhisiBJieHUe Y3
MapKepoB, COOTBETCTBYIOIIMX TposiBieHnsIM CPD, cuH-
JPOMaJTbHBIN TMArHO3 B U30JIMPOBAHHBIX CIyJasix He ObLT
YCTaHOBJIEH MPeHaTaIbHO.

Ilo omyGIMKOBaHHBIM TaHHBIM, CIEKTP Y3 mpu3Ha-
koB C® 3aBUCHT OT CPOKa recTaliviu: B 1 TpuMecTpe ObLIn
OTMEYEHBI PacIIMPeHUe BOPOTHUKOBOTO MTPOCTPaHCTBA/
rurpoma Iieu, BoasHka 1uioaa [7-9, 16, 24], Bo 2 Tpume-
ctpe BeisBIIeHBI I (KimroueBoit Mapkep CP) 1 MHOTOBO-
aue [3, 4, 69, 15-21, 24, 25]. Cpenu acCOLMUPOBAHHBIX
¢ IT" anomanuit pa3BUTHS OMKMCAHbI OpodalragbHbIe pac-

b B

Puc. 4. DeHotnnuueckre nposasneHnsa CO (M3onMpoBaHHbIi ciyydaid) y nnoga (A — nuuesble gucmopduu, b — npaBoctoporHss A6, B - runonnasms tep-

MUWHanbHoM GpanaHru 1 nanbLa CTonbl).

ISSN 2073-7998
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wmeauHsl [7—10], aHomanuu mo3sra [9, 10, 15, 21], mopoku
cepaua [8, 9] u mouex [95, 8, 21], a Takke omdanouene [7,
9]. Bo Bcex BhllIeNPUBEACHHBIX HAOMIOMEHUSX, a TAKXKE B
TocJieqHeM oImyosmKoBaHHOM B 2018 1. cirygae [26] CD
1o Y3 naHHBIM 3alI0I03PEH HE ObLT, AMArHO3 YCTAHOBJIEH
nocJje KIMHUYECKOTro 0OCMOTpa 1/ WiK atoMopdoioruye-
ckoro uccienoBaHus. Heo6xonuMocTh MOCTHATAIbHOTO
o0cyieoBaHus 11012/ MEPTBOPOKICHHOTO ITOAYepKIBa-
10T Peron A. u coaBr. [21], mpeacraBusiuue B 2014 r. mipe-
M TIOCTHATAJIbHBIE XapaKTepUCTUKHM 5 TTarieHToB ¢ CD.

B To xe Bpemsi, onucaHbl ceMbH (MBI paciojiaraeM
nHbopmanueit o 12 HabIOAEHUSIX), B KOTOPBIX JUAarHO3
C® y mona ¢ II' 1 mopokamu pa3BUTHS OBLT TIEPBUIHO
chopMyIMPOBaH MPeHaTaIbHO HAa OCHOBAHUU CEMEHOTO
aHaMHe3a (Hajmuure 00JbHBIX cuOCoB) [2, 7, 13] 1nbo xa-
pakTepHbIX Y3 gaHHbIX [10, 27—34]. Mcnonb3oBaHue pe-
XrMa 00beMHOU peKOHCTPYKIMU (3D) 1 MarHUTHO-pe-
30HaHCHOU ToMorpaduu (MPT) mo3Boaniao yTOuUHUTh
HaJIMYKe Y TUT0/1a acCOLMUPOBaHHbIX ¢ [II" aHoManuii pa3-
BUTHS, XapakTepHbIX Wit CP: rpyobIx uept vna [28, 34],
pacuenuH ryosl, Heba, ux coyetanus [10, 31, 32], mopo-
ka IpHau-Yokepa, areHe3urd MO30JIMCTOrO Tesia, TUApOolie-
(ammmm [10, 30, 34], mopokos cepana [29, 30, 34] u mouek
(KUCTBI, TUTIEPIXOT€HHbIE TTOYKH, MUuea03KkTasuu) [10, 13,
29, 31, 33], a Takke 60Jiee peIKUX BPOXKIEHHBIX Hapylle-
Huit — omdaironene [10], aHomanwmit kucreii [29]. Y3 nna-
rHo3 C® ObLT TOATBEPXICH pe3yIbTaTaMK OCMOTpa 1 ay-
TOIICUM a0OPTUPOBAHHBIX TUIOOB/YMEPIIINX MJIaJIeHIIEB.

Denomunuueckue nposeaenus y IPeACTaBICHHBIX HAMU
MalMEHTOB COOTBETCTBYIOT AMArHOCTUYECKUM KPUTEPUSIM
C®. Taxk, rpyObIe YepThI JTUIIa OBITA OTMEUEHBI KaK Y KU~
BOPOXIEHHBIX, TaK 1 Yy tuiofoB. I ¢ mpeobiiagaHuem Jie-
BOCTOpOHHeTo nopaxeHus (7/12) 1 TUMOILIA3UST JETKUX
ObLIM YCTaHOBJIEHBI y Beex 12 manueHToB. Peqkue aHoma-
JIUM pa3BUTUS JIETKUX MPEACTaBIEHbl KUCTO3HO-aJeHOMAa-
TO3HBIM TTOPOKOM (2/12), TerOYHBIM ceKBecTpoM (2/12)
U arutasueit goau gerkoro (1/12). XapaktepHsie n1eheKThl
TEPMUHAJBHBIX (haJlaHT ¥/UJIM HOTTEBBIX TUIACTUHOK OT-
mevanuch B 11 u3 12 HaGmoneHU.

CriekTp acCOMUMPOBaHHBIX MOPOKOB B UCCIENyeMOM
TpyIIe TaKXKe He OTIUYAeTCs OT OIMyOJMKOBAHHBIX AaH-
HbIX. PacimennHa Heba ¥ MaToJOTHsI TOJIOBHOTO MO3ra
(apuHaHLIeanKs ¥ TUIpoLiedaNsI) OTMEUEHBI Y OJHO-
TO U3 ABYX XXKMBOPOXKIESHHBIX MallMeHTOB. B Tpex ciayyasx
BbIsSIBIeH KoMOuHMpoBaHHbI BITC (JIAMIIII, JIMXII,
OAII; IMXII u nBycTBOpYaThIif aOpTaIbHBIN KJIamaH;
o6t aprepuanbHbiil ctBo). [1atomorusa KKT npen-
crapyieHa oMaoiene (1 ciryyait) 1 TUBEepTUKYJIOM Mek-
KeJs (y 2 MalMeHToB), aHOMaJIMU MOYETIOJIOBOI CUCTEMBI
— ruapoHedpo3oM (2 caydyast) M eTMHUYHBIMU HabJI0/1e-
HUSMU ITOIKOBOOOPA3HOI IMTOYKU, TUMOTUIA3UU U KUCTO3-
HOU MUCIUIa3Uy MTOYEK, ABYPOTroi MaTKU 1 TUITOCIIa M.

B cooTBeTCTBMY ¢ MEXIYHAPOIHBIMU KPUTEPUSIMU
[12] 9 manmeHTOB (M3oMMpOBaHHBIE ciiydaun CP) MoryT
OBITH OTHECEHBI K TIEPBOI KATETOPUN.

AHaJIM3 TIPOSIBJICHU Y CUOCOB MMEET OOJIbIIIOE 3HA-
YeHHe B OlleHKe (heHOTUIMIecKoil BapuabenbHocT CD.
Ony61MKOBaHHBIE ceMeHbIe HAOII0IeHUS UJLUTIOCTPUPY-
0T BBICOKYIO CTEIIeHb BHYTPHCEMEIHOTO CXOMICTBA 110 Be-
IYIIUM KIMHWYEeCKUM Tpu3Hakam (I, runoriasuu ¢a-
JIaHT/HOTTEBBIX IJIACTUHOK), OpodallMaJbHbIM paciler-
HaM 1 TIOpoKaM cepaia. B To xxe BpeMsi, onrcaHbl CUOCHI,
B TOM UYHCJIe MOHO3UTOTHBIE OJIM3HELBI, TMCKOPIAHTHBIE
no Hayimawto AT [5, 7, 15, 16, 18]. BapnabenbHOCTH po-
SIBJICHUU TIPOCJIEXKMBAETCSI B OTHOIIIEHUH TTIOPOKOB MO3Ta
[35, 16], 3puTenbHOrO aHanu3aTopa [6, 8, 9, 14, 15], omda-
Jouene [8, 18], aHoManuit kuieuHuka [3, 14], ceneseHku
[13, 14] v mouex [5, 14].

B npencraBieHHOM ceMeiftHOM HabJI0JleH1 U BCe CUO-
col (3/3) umenu AT v runoria3uio JIETKWX, TOTA KakK cpe-
IV ACCOLIMUPOBAHHBIX AaHOMAJIUI Pa3BUTHS TSIKeJbIe (hop-
MBI TTOPOKOB (00IIUIA apTepuaIbHbIi CTBOJ, L-0o0pa3Has
MoyKa, Byporast MaTKa) ObLIY BBISIBIICHBI TOJIBKO Y OfI-
HOTO TII0Aa.

VY 3 cubCcoB OTMEUEHO coueTaHue TUIMUIHBIX it CD
aHOMaJIMIi pa3BUTHSI KOHEYHOCTEW (TUTTOTLIA3UsT TEPMU-
HaJbHBIX (DaJIaHT M HOTTEBBIX TJIACTUHOK) C PEAKUMU
(TToMMaakTUINS KUCTeW, 9KTpoaakTuiaus ctorm). Cpas-
HUTEeNbHBIN aHamu3 peHotunoB C® U CUHIPOMOB, Ma-
HU(DECTUPYIOIIMX IKTPONAKTUINEH/ TIONMIAKTUINER (9K-
TpodakTunuu-noauaaktuauu, Ectrodactyly-polydactyly,
OMIM 225290; 3KTpomakTUIUU, SKTOAEePMaTbHON AUC-
TUTa3WH U pacilesIMHbI Tyobl/He6a 1 n 2 o, EECI,
OMIM %129900; EEC2, OMIM #604292; skroaepMaib-
HOW TUCITIa3uy, SKTPOAAKTUINM U MaKyJISIPHOM THUCTPO-
¢uu, EEMS, OMIM #225280; 6paxuaaKTUINU-3KTPO-
JAKTWJIMY C aTula3ueil/TUToIia3ueil MajJo0epIioBoii KOCTH,
Brachydactyly-ectrodactyly with fibular aplasia or hypoplasia,
OMIM 113310; akTponakTuauu-paciieauHsl Heb6a, ECP,
OMIM 129830; IMarrepcona-CtuseHcona-PoHTeiina, Pat-
terson-Stevenson-Fontaine syndrome, OMIM 183700; I'ep-
moH-bapyxa, Gershoni-Baruch syndrome, OMIM 609545),
TTOKa3aJT pa3jInius 10 AUaTHOCTUYECKN 3HAYMMBIM CUMITTO-
MaM WJIU TI0 TUITY HacJIe[IOBaHUSI, T.€. OCHOBAaHMIA TSI U3-
MeHeHus nuarHo3a C® y moToMcTBa B TaHHOM ceMbe HeT.

ITockonbKy onmcanus manueHToB ¢ CP, MMEIommx
accommanuio I ¢ monmumakTvineii/ ouronakTuaneit/
SKTPOAAKTUINEH, UCKITIOUUTEILHO peaKu (1o Kitaccugu-
Kaiuu A. Lin 1 coaBT. [12] oTHOCSITCS K TpeTheli KaTero-
pun — atunuaHbil CPD), olleHKa TMarHOCTUYECKOM 3Ha-
YUMOCTU JaHHBIX TTOPOKOB KOHEYHOCTEW TIPEICTaBIISIET
0COOBIIT UHTEpEeC.

Ramsing M. c coaBr. [14] ony61uKOBaNIu 2 ceMeMHbBIX
nHaomoneHus C® (5 marentoB ¢ MBITP) ¢ maHHBIMM 1TaTO-
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MopdoIorndeckoro uccienoBaHust. B omHolt cembe ¢ 3 1mo-
pakeHHBIMU CUOCaMM YMEPIIUil MJIaAeHell UMeJT TIOCT-
aKCHaJbHYI0 MOJTUIAKTWINIO KUCTe U CUHIAKTUINIO
CTOII, TOTJA KaK Y IBYX IUIOIOB JaHHBIE BApMAHTHI IIOPO-
KOB OTCYTCTBOBaJIU. B pyroii ceMbe y OMHOTO II0/1a BhI-
sIBJIeHa CUHIAKTWINMS KUCTE/CTOII, Y BTOPOTO — OJIMTO-
cuHagakTuaus ctor [14]. IlpeakcuaibHast MOJIUIAKTUAINS
KVCTH ObUTa omMcaHa y MjlaleHIa ¢ HOpMaJbHBIM Kapuo-
THITOM Y KJIMHUYECKUMH TIPOSIBIICHUSIMUA, COOTBETCTBYIO-
My peHotriry CP, KoTopble OBUTH OIICHEHBI aBTOPAMU
Kak «Fryns-like phenotype» [35].

Takxke nzBecTHo HabmoneHue miona ¢ MBIIP B kpoB-
HOPOIICTBEHHOM Opake ¢ MCKIIIOUEHHBIM XPOMOCOMHBIM
JucOalaHCOM U MyTalusiMU B reHe PIGN, y KOTOpOTro Kiu-
HUYECKUII CUMITTOMOKOMIUIEKC COOTBETCTBOBAJ (DEHOTH -
my C® u 6bl1a OTMEUEHA OJIMTOAAKTHIIMS CTOITBI — JIBA PY-
TAMEHTAPHBIX TAJIbIIa ¢ OTCYTCTBUEM HOTTEBBIX IIJIACTH-
HOK [36].

[TepBoe HabOIONEHNE SKTPONAKTUINY (0003HAYCHHOM
aBTOpaMU Kak «three digit ectrodactyly»), accouUMpPOBaHHOM
¢ cumntoMokomIutekcoM C®, 6puto mpuseneHo Sheffield J.S.
C COaBT.: TIpaBasi KMCTh IJIofa OblIa TIpeacTaBiIeHa IByX-
(basraHTOBBIM MaJIbIIEM, PACTIONOXEHHBIM C paTuaibHOM
CTOPOHBI, IICHTPAJBbHBIM TpeX(aJJaHTOBBIM ITAIbLIEM U
PYIVMEHTApHBIM IBYX(aTaHTOBBIM MaJIbIIEM C aTuIa3neit
HOTITeBOI TJIACTUHKU C YJIbHApHOU cTOpoHHI [29]. KpoMme
Toro, B 1995 r. Saal H. u Bulas D. onucanau HOBOpoXeH-
Horo ¢ komruiekcom MBIIP (I, areHe3ust MO30JUCTO-
ro tena, JIMXKII, skTpogakTwins) ¥ HOpMaJbHBIM Kapy-
OTHIIOM, OIIEHMB €T0 KaK YHUKaJIbHBIN cirydyail. JleBouka
ymMmepJia B IepBble CYTKU XXU3HU, nuarHo3 CD He ObLT pac-
CMOTpeH aBTopamu [37]. AHanmu3upys JaHHOE COOOIIIe-
HHUE, MOXHO OTMETUTh, UTO B HacTosee BpemMs JIMKII
W areHe3usT MO30JIMCTOTO TeJla, BhISIBJICHHBIE Y MJIaICHIIA,
BKJTIOUEHBI B (heHOTUIIMYecKuii criekTp CD, 4To 1Mo3BoIsI-
€T paccMaTpUBaTh 3TOT CJIyYaii Kak repBoe onvcanre CO
C OKTPONAKTUINECH.

Takum 00pa3oM, MpeacTaBIeHHbIE HAMU TTallUEHTHI
nononHsoT HabmoaeHue Sheffield J.S. ¢ coasr. [29], a pen-
KY€ aHOMaJIMM KUCTEH M CTOIT — TIpe/TIOCTaKCUaIbHas TTo-
JIMIAKTUIINS, OJIMTONAKTIIINS, SKTPOAAKTUIINSI, X COYeTa-
HMe, MOTYT pacCMaTpUBaThcs B KauecTBe nposiieHuii CD.

Hugppepenyuanvuas duaecnocmurxa. Ilockonbky AT sB-
JIIeTCs KIIoueBbIM Tpu3HakoM C®, ObUTA pacCMOTPEHBI
MmoHoeenHble cundpomst MBITP ¢ BbICOKOI yacTOTOM BCTpe-
YaeMoCTH JaHHoro nopoka: CumicoHa-Ionadu-bamens
(Simpson-Golabi-Behmel, OMIM #312870); JoHHau-
bappoy (Donnai-Barrow, OMIM #222448); MaTtbio-By-
na (Matthew-Wood, OMIM #601186); I'epmron-bapyxa
(Gershoni-Baruch, OMIM 609545)). B ominuue or CO,
3TH 3a00JIeBaHUST HE OTHOCSITCS K JIETAJIbHBIM CUHAPOMAaM,
HEKOTOPbIE OTJIMYAIOTCS TUTIOM HacJIeIOBaHUSI.

KimHnyeckue pu3Haku, COOTBETCTBYIOIINE TTPOSIB-
neHnsiM CD, Takke omucaHbl TIPU Psifie U3BECTHBIX XPO-
MocoMHBIX cuHIpomoB (ITanucrepa-Kwimana, rpucomun
18 1 22) u pa3anyHbIX POpMaxX CTPYKTYPHOT'O XPOMOCOM-
Horo aucbanaHca (ayraukauus 1q22-q32, uzoxpoMocoma
6q, neneuns 8p23, neneuus 15q26, KonbLeBass XpOMOCO-
ma 15, mukponeneuus: 15924, MukpoaeneLus/nymainKa-
must 16p11.2 u ap.). B cBsI3uM ¢ 3TUM, KIMHUYECKUI aUa-
rHo3 CD MOXeT paccMaTprBaThCsl TOJIBKO TTOCIIE MCKITIO-
YEHMSI XPOMOCOMHOM MaTOJIOTHH.

Penpodykmuenuiii anamues cemeil. Pesynbratr aHanusa
HMCXOJ0B OEpeMEHHOCTE! B IMPENICTABICHHBIX CEMbSIX (PUC.
1) cBUIETENBCTBYET OO OTSATOIIEHHOM aKyIIEPCKOM aHaM-
Hese. 13 29 6epemeHHoOCTel B 12 Cityyasix HOTOMCTBO MMe-
710 C®. YeTnIpe OepeMEHHOCTH 3aBEPIIVITACH CITOHTAHHBIM
aboptoM B 1 TpumecTpe, 11 — poxxaeHrueM 300pOBBIX IETEM,
B 2 ceMbsIX MpH TeKylmx oepeMeHHocTsax BITP miona mo
JaHHBIM Y3 CKpMHMHTA He BhIsiBIeHO. [lomydeHHbIe qaH-
HbIE COMIACYIOTCS C OMYOIMKOBAaHHBIMU HAOTIONEHUSIMU IO
MaTOJIOTMU PETIPOAYKIINU B CEMbSIX, OTATOIICHHBIX 110 CD.

3akniouyeHmne

Kmnvaeckuit nnarto3 CP yctaHaBIMBaeTCs IPU CO-
OTBEeTCTBUU KoMItiekca MBITP nmpuHSTBIM AUarHOCTU-
YECKUM KPUTEPUSIM MOCJIE UCKIIOUYEHUST XPOMOCOMHOTO
JucbajgaHca ¢ UCMOJIb30BaHUEM LIUTOTeHETUYECKUX, MO-
JIEKYJISIPHO-LIUTOTEHETUUECKUX Y MOJIEKYJISIPHO-TEHETH -
YeCKUX METOIOB.

Benymmm quarsoctnaeckuM rpusHakoM CD saBisieT-
cs AT'. TTpu obHapyXeHUU Y TIJI0Aa JaHHOTO TTOpOKa pa3-
BUTUS ClIeyeT MIPOBOAUTD LieJeHAIIpaBIeHHbI MOUCK ac-
COLIMMPOBAHHBIX AaHOMAJIUIA C UCITOJIb30BAHUEM BO3MOXK-
HocTeil pexxuma 3D u MPT.

Ha ocHoBaHUM OINMYyOJMKOBAHHBIX U MpPEICTaBICH-
HBIX HAOIIOAEHUN MOMUAAKTUINS U SKTPOJAAKTUINS MO-
TyT pacCMaTpUBaThCsl B KAUeCTBE 2JIEMEHTOB (DEHOTUIIU -
yeckoro criekrpa CD.
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