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PED®EPAT

MpvBoOAUTCA onMcaHKne KNMHUYecKoro HabnaeHna cuHapoma Jlox-
MaHHa-Meiep-LUBukKkepa-lplotepuxa-Beitepca (oKyno-aeHTo-gnrutann-
HOWM AMCNNasun) y naumeHTKn u ee pebeHka. Y HabnioaaeMblx nauueH-
TOB OMpeAensANNch aHOManNmn pa3BUTUA KOHEYHOCTE, INLIEBOTO CKesleTa,
OpraHa 3peHus B BUJe OTC/IOMKM CETYaTKM, aTpO(GUK 3pUTENBHOTO HepBa.
Y pebeHKa natonorva AnarHocTrpoBaHa Bo BHyTpUyTpo6HoM nepuoge. OT
NpeAsoXeHHOro NpepbiBaHNsA GepeMeHHOCTH NaLeHTKa oTKasanach. Ha
npuMepe NpyBeAEHHOr0 KINHUYECKOro CAly4as MOXHO CAenatb creayto-

WM BbIBOA. Y4MTbIBAsA HacNeACTBEHHbIN XapaKTep 3a601eBaHusA, peKo-
MeHAyeTCA NPOBOAWTD TLIaTebHYI NPeHaTanbHyo ANAarHOCTUKY ANA Bbl-
ABNEHUA NaToNoruyM 3M6pNoHa Ha MUHUMaNbHbIX CPOKAxX BHYTPUYTPOG-
HOTO Pa3BMTWA 1 PeKOMEHA0BATb NpepbiBaHue 6epeMeHHOCTU Ha PaHHNX
CPOKax no MeAWNLIMHCKUM NOKa3aHWAM, MOCKONbKY NaToaorns co cTopo-
Hbl OpraHa 3peHus 1 KOHeYHOCTeN HeoBpaTMa 1 He NOAAAETCA JIeYEHMIO.

KnioueBble cnoBa: oKysn0-0eHmo-0ueumasnbHas 0ucniasus, omcaol-
Ka cemyamxu. ®
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ABSTRACT

Case report of Lohmann-Meyer-Schwickerth-Gruterich- Weyers™ syndrome (okulo-dento-digital dysplasia)

R.F. Gainutdinova'?, R.F. Akhmetshin', R.A. Shamsutdinova®

'"Kazan State Medical University, Kazan
2Republican Clinical Ophthalmology Hospital, Kazan
3Republican Clinical Hospital, Kazan

The case report of Lohmann-Meyer-Schwickerth-Gruterich-Weyers®
syndrome (an okulo-dento-digital dysplasia) at the patient and her child
is provided. The female patients we observed had 2 fingers in the upper
and lower limbs, abnormal development of the facial skeleton, lack of
sight, total retinal separation, optic nerve atrophy. The child’s pathology
was diagnosed in the prenatal period. The patient refused from the pro-
posed pregnancy termination. Hereditary nature of this disease in the

presented clinical case report allows to conclude that prenatal diagnos-
fics is recommended for identification of embryo pathology in the earli-
est stages of intrauterine development, as well as pregnancy termination
is also recommended in early pregnancy as this pathology of sight organ
and limbs is irreversible and is not treatable.
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IEPBBIE  3200JIEBAHUE  OIMCAI

W. Lohmann B 1920 rogy. bonee

yIIyOJIEHHOE U3Yy4EHHUE JIAHHOI'O
PEIKOro CUHPOMA IIPOBEIN HEMEITKHEC
ogranemonoru G. Meyer-Schwickerath,
E. Gruterich n Hemenxun neauarp H.
Weyers B 1957 rogy Habmoas 3a6071e-
BAHHEC Y JIByX OOJBbHBIX, HE SBJISIONUXCS
PO/ICTBEHHUKAMMU. VICCIIe10BaTEIAMY 3a-
6oseBaHNe 6HUIO HA3BAHO MUKPO(TAIIb-
MyC-CUH/IPOMOM. B OT€ueCTBEHHON JIU-
TEPAType NEPBOE COOOLIEHHUE O JAHHOM
CHUHJIPOME 0] HA3BAHWEM OKYJIO-/ICH-
TO-JJATATAIBHAS JUCIUIA3US TIPUHA/|IE-
st H.B. JlykoBoii ¢ coasropamu (1978)
[2]. B 2015 roapy panHOE 326051€BAaHUE
OIMCAHO Y 2-MECSIMHOI'O PEOEHKA B Ce-
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MbE OT 3[I0POBBIX POJUTENEN C HEOTH-
TOIICHHBIM T€HEAJIOTMYECKUM aHAMHE-
30M [2].

OKYJIO-IEHTO-JUTUTAIbHASA  JJUCILIA-
3U — HACIEACTBEHHOE, IPEUMYIIE-
CTBEHHO ayTOCOMHO-JJOMUHAHTHOE 3d-
OOJIEBAHME, BBI3BIBAEMOE MYTALIUAMHU B
reHax ODDD, SDTY 3, ODOD, kapTupo-
BaHBI B JIOKyCe 6 q22- q24. OCHOBHBIMHU
IIOPOKAMHU I71a3 ABJIAIOTCA: MUKPO(Ta/Ib-
MHUsA, MUKDOKOPHEQ, TOMYyTHEHHUE POTO-
BULIBL, BDOXKIEHHASA KATAPAKTa, TUITOILIA-
314 [IEPESHETO ME3OJEPMATBHOIO JIUCT-
Ka Pagy’KK{, SKCLIEHTPUYHOE PACIIOJIO-
JKEHHUE 3pavKa, O(TAIbMOIMIIEPTEH3US
WM IJIayKOMa, MCEBJOIUIIEPTENIOPU3M,
3MUKAHTYC, IITO3 [3].

O611e NPOSIB/IEHNS CHHAPOMA — MU-
Kpornedanusa ¢ MHOTOYUCICHHBIMU T10-
POKAMU PA3BUTHA: HIMPOKAS IIEPECHOCU-
114, YTOJITIEHHAS! HIDKHSSA YEIIOCTh, pac-
IIE/TMHBI HEGA Y BEPXHEI I'yObL, MaJIEHb-
KMH HOC C IIUPOKUM KOPHEM, OCTPBIM
KOHUYMKOM, THUIOIUIA3Us KPBUILEB U Y3-
KM€ HOCOBBIE XOJIBL, IUCIIA3Us 3yOHOI
3MAIN U JIPYI'UE aHOMAINU 3YOOB, 4 TaK-
JK€ PA3HOOOPA3HBIE CKEJIETHBIC aHOMA-
JIMW: KOPOTKUE MAJIbLIBI HA PYKAX U HO-
raX, CUHJAKTWINA U KAMIITOAAKTIINS
V-V nmanpuesB KUCTH, TUIIOIUIA3USA WIU
AIUIa3usA CPEAHUX (PATAHT OJHOTO WU
HECKOJIbKUX ITAJIbLIEB, yiiomeHnue 1-V
IFICTHBIX KOCTEH, BPOXK/JEHHBIN BBIBUX
6esipa, pacmupeHne MeTau3os JINH-
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HBIX TPYOUaTBIX KOCTEN. IICHXOMOTOP-
HOE PA3BUTHE Yallle HOPMAILHOE, HO Y
HEKOTOPBIX OOIbHBIX BO3MOXKHA YyMe-
pEHHAs YMCTBEHHASA OTCTAJIOCTDb. MHO-
r71a HabMoAaeTcsl MUKPOIeaIns, MU-
KPOTHATHS, PACHIEIUHBL I'yObl U HEDA,
I[JIyXOTa, BPOK/IEHHBIN BHIBUX O€/pa.

JuddepeHINATbHYIO  IUATHOCTUKY
OKYJIO-A€HTO-JUTUTAIbHON  JUCIIIA3UN
HEOOXOUMO TPOBOAUTH C 3yOO-NHIIE-
BBIM CHH/IPOMOM, COYETAHHUEM AHOMA-
JIMKA PAJIYKKH M 3yOOB. JledeHue cum-
nromMaruyeckoe. I1o moxkasaHuaM Ipo-
BOJAT YOAJIEHUE KATAPAKTDI, AHTUIJIAY-
KOMHBIE U YETIOCTHO-JIMLIEBBIE OIlEPa-
yn. [Iporuos s 3peHus HebIaronpu-
ATHBIN [1-3)].

B macrosmeit pabore mpescTasie-
HBI PE3Y/IBTAThl HAOMIOJEHHUA 32 CEMbEI
MAIMEHTOB (MaTh U €€ PEOEHOK) C OKY-
JIO-AEHTO-JUTUTAILHBIM — CUHIPOMOM
(Jloxmanna-Menep-IIIBukkepa-I'prore-
puxa-Beiiepca) B reuenue 8 ner —c 2011
1o 2019 rojipL

CeMbst OOJIbHBIX, MAMa 1 PEOEHOK, Ha-
6moatoTcsa y opransmorora ¢ 2011 roaa,
KOIVIA MAITUEHTKA, 24 TO/IA, B IEPUHATAIb-
oM nenrpe PKB na cpoke 38 nenenn 6e-
PEMEHHOCTH OblIa BIIEPBBIE UM OCMO-
TpeHa. bepemenHas — UHBANIN] JIETCTBA
1 rpyrmsl 13-3a BPOXKACHHON aHOMAINN
KOHEYHOCTEN B BUJE HAIMYUA 2 Iad/Ib-
LIEB HA PYKAX U HOI'AX — TETPA3KTPOJAK-
TWIAA U CIENOTHL CO CJIOB MALIMEHTKH, Y
HEE C PAHHETO JIETCTBA OTMEYAJIOCh HU3-
Koe 3penwue. Tak, Broj1y Hee Oblia BbISIBIIC-
Ha MUOIINA BBICOKOM crenenu (-15,0 ),
HUCTArM, a B 4 T0/1a Pa3BUIACh OTCIIOM-
Ka CETYATKU HA OOOUX IV1A32X, IO ITOBO-
JIy KOTOPOH €€ He onepuposanu. B 12 ner
JIMArHOCTHPOBAHA BTOPUYHAS IJIAYKOMa
(KOMIIEHCHUPOBAHA HA KAIUIAX) U aTPO-
(pus spuTENbHOIO HEPBA, a B 17 JIET — OC-
JIOKHEHHAA KATAPAKTA OOOMX I71a3.

YTo KacaeTcs HaCIEACTBEHHOCTH, TO
OHA4 OK43aJIACh OTATOIEHA. B JacTHO-
CTH, y OTIIA M TETU (CECTPHI OTIIA) ANA-
IHOCTUPOBAHA TETPAIKTPOJAKTUINSA, Ka-
TAPAKTa, OTCJIONKA CETYATKA OOOMX 17143,
a'y MaTepu, CO CJIOB OEPEMEHHON, — MU-
Kpo(TanbpM. MyX NAIUEHTKH ABIAETCA
WHBAIMJOM TI0 3PEHMIO ITOCTIE TIEPEHE-
CEHHOM TPaBMBI C ITOC/IE/IYIOIUM PA3BU-
THEM CUMIIATUYECKOU O(PTAIbMUM.

M3 anamMHe3a GbUIO TAKXKE BBIABJIEHO,
YTO JJaHHA51 6EPEMEHHOCTD BTOpasL. I1ep-
Basg 6epeMEHHOCTD B 2008 rofly 3aBepiin-
JIACh UCKYCCTBEHHBIM IPEPBIBAHUEM HA
cpoke 14 HeJenpb nocie Toro, Kak ObIn
BBISB/IEHBI MHOKECTBEHHBIE [IOPOKU Pa3-
BUTHA IJIO/1A — HEJJOPA3BUTBIE KOPDOTKHE
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KOHEYHOCTH, AHOMAJINH ITAJIbLIEB KUCTEN
1 CTOII 11O TUITy KJIENTHU Kpada, IBYCTO-
POHHSAA OTCIONKA CeTYaTKU. I Ipr BTOpOit
OGEPEMEHHOCTH MMAITUEHTKA TAKKE ObLIA
o6creoBana Ha Cpoke 14 Hejenb, mocie
YET'O BBISIBJICHBI TAKHE JK€ TIOPOKU PA3BU-
TUSI TU10/1, KK ITPH IIEPBOI 6EPEMEHHO-
CTH. B CBAA3U € 3TUM €11 OBUIO IPEIONKE-
HO INIPEPBIBAHUE OEPEMEHHOCTH, OT KO-
TOPOI OOJIbHASL KATETOPUYECKU OTKA32-
JIACh, YeXAaIa B POJHOM ITOCENIOK U C 14-11
J10 38-11 Heslen 6epeMEHHOCTY HUTYIE HE
HaOJIIO1A/1ACh.

ITpu OCMOTpPE BBISBICHO: JINIO ACCU-
METPUYHOE, BBITSIHYTO KHU3Y — OOJIBbIIAs
HIDKHSS YEJIIOCTD, MAJIEHBKAS BEPXHSISA —
MUKPOJIOHTHS, TYCKJIBIE CEpPbIE 3YObl —
TUTIOIIA3US SMAJIH, IITMPOKAS ITEPEHOCH-~
11a. Bosocel ToHKME, cyxue, peakne. Koxa
cyxas. [1o 2 masplia Ha pyKax M HOT'aX IO
TUITY KJIEITHHU KPaba.

Ocrtpora 3peHus oboux rmaz — O,
BHYTPUIJIA3HOE JIAaBJICHNE AIBITIATOPHO
B HOPME, IIOCTOSHHBIN POTALMOHHBIN
HUCTArM. [71a3Hble I6JI0KH YBEJTNYECHBI B
pasmepe, UMEIOTCsE OOIAKOBU/IHBIE TIO-
MYTHEHMS HPKHEN TTOJIOBUHBI POTOBHU-
bl IepegHas kamepa MesIKast, paiysKHas
0607104Ka CyO6aTPOpUUIHAS, 3PAUKU JIUa-
MeTpOM 6 MM, HE PEarupyIoT Ha CBET, 10~
MYTHEHUS XPYCTAJINKA B IIEPETHUX KOP-
KOBBIX CJIOSIX U TIO/J] 3Q/IHEN KaTCysnoi. B
CTEKIOBUJJTHOM TeJlE€ (PUKCHUPOBAHHBIE
NOMYyTHEHUs1. TOTAIbHASL OTCIIONKA CET-
YATKU.

B 2011 roay na cpoke 39-40 neznenb
OBLIO MPOBEAECHO POAOPA3PEIICHUE TTy-
TEM KecapeBa ceueHus. Pogwics pebe-
HOK: 10 JKEHCKHUH, BeC 2 Kr 760 rp, poCT
54 cm. Tonosa gepopMUPOBAHA, KOHEY-
HOCTH KOPOTKHE, UCKPUBJICHDI, HE/IOPA3-
BUTBIC, UMEETCS TOJIBKO 1O 1 TasibIly Ha
PYKax 1 HOTaX.

ITpu ocMOTpe OpraHa 3peHHUsI HOBO-
POXKAEHHOM ObITIO BBIABIEHO: IEPETHUN
OTPE30K I7a3 HE M3MECHEH, POTOBMIIA,
XPYCTAIHK, [IEPETHNAE CJION CTEKJIOBU/I-
HOT'O TeJIa Mpo3padHble. Pedpiekc ¢ rinasz-
HOT'O JiHA cepblid. [Ipu yaBrpasByKOBOM
HCCIEJOBAHUN OOHAPYKEHBI NPEPETU-
HAJIBbHBIA (PUOPO3 CTEKIOBUIHOTIO TEINA,
3AKPBIBAIOIINN OOIACTD AUCKA ¥ MAKYJIBL,
IUIOCKAs CyOTOTAIbHAS TPAKIIMOHHAS OT-
CJIOVKA CETYATKU OOOUX I7143.

Pe6eHOK C pOsKAEHUS U JJO HACTOSITIE-
IO BPEMEHU HAGTIO/JAETCS OPTAIBMOIIO-
rom. B 2012 rosry pe6eHOK ¢ MaMOH ObLIN
MIPOKOHCYIBTUPOBAHEL B MOCKOBCKOM
HWU rna3ueix 601€3HEN UM. [e1bMIob-
11d. /Inarnos: «BpoKAeHHas TATOJIOT U —
OKYJIO-/ICHTO-/IUTUTAJIbHASL  JTUCIUIA3K,

HUCTArM, KOCOITIa3UE, TUIOCKAs OTC/ION-
K4 CETYaTKH, YaCTUYHAd aTPO(PUA 3pU-
TENBHOIO HepBa OO0MX I1a3». OCTpO-
T4 3PEHMUA COOTBETCTBOBAIA CBETOOIIY-
LIEHUIO C HEMIPABUIbHOU NPpOEKIuei. B
2013 u 2014 ropax rogy pebeHKy Oblia
MIPOBEJIEHA JIA3EPKOATY/IAIUA CETUYATKU.
B 2015 rofly Ipu y/IBTPa3ByKOBOM HCCJIE-
JOBAHMH OOHAPYKEHA JBYyCTOPOHHSAA TO-
TAlbHAs OTCJIOMKA CETYATKH, aTPOPHUA
3pUTEIBHOIO Hepsa. [Tpu AanbHEUIeM
006C/IEJOBAHUU CBETOOIYIIEHUE YKE HE
ONPENENANOCD.

JanpHermee HAOMIOACHUE 32 I1AIIU-
E€HTKOM M €€ PeOGEHKOM KOHCTATHPO-
BAJIO CTAOMJIM3ALAIO COCTOSIHUA Opra-
Ha 3peHus. OCTpoTa 3PEHUS JJIEBOYKH —
0, BHYTPUIJIA3HOE [IABJIEHUE HOPMAJIb-
HOE, TOTA/IbHAs IByCTOPOHHSA OTC/IONKA
CETYATKH, TOJIHAA ATPODUA 3PUTEILHO-
r0 HepBa. JINIO pEOEHKA TAKOE XKE, KAK Y
MaMBL: ACCUMETPUYHOE, C GOTBIION HUK-
HEIl YETIOCThIO U MAJICHBKOU BEPXHEN,
MIMPOKON MEPEHOCUIIEN U HENOPA3BU-
TBHIMH 3y6aMU. [07I0Ba BBITIHYTOH (Pop-
MBI, IOKPBITA PEJKUMH TOHKUMH BOJIO-
camu. Ha KOPOTKUX KOHEYHOCTAX IO Off-
HOMY HIaJIBIY.

3AKJIIOMEHUE

Ha npuMepe npuBeeHHOIO KINHU-
YECKOT'O CJTy4ast HAGJIO/ICHMS 32 MalU-
E€HTKOHM U €€ PEOEHKOM C OKYJIO-7ICH-
TO-JAUTATAILHONM JUCIUIA3UEN (CUHIPO-
moMm JIoxmanH-Menep-llIBukkepa-I'pio-
Tepuxa-Beriepca) BUIHO, UTO, yYUThIBAA
HACJIEAICTBEHHBIN XapakTep 3a06051€Ba-
HMs, PEKOMEHAYETCA MPOBOAUTD TIIA-
TEJIbHYIO TIPEHATATBHYIO JHUATHOCTH-
Ky JIJIs BbIABJICHUS TTATOJIOTUN 3M6pI/IO—
Ha HA MUHHUMAJIbHBIX CPOKAaX BHYTPUY-
TPOOGHOI'O PA3BUTHA U PEKOMEHZIOBATD
NIpepbIBaHNE 6EPEMEHHOCTH HA PAHHHX
CPOKAax ITO MEAUIIMHCKAM ITOKA3aHUAM,
TIOCKOJIBKY ITATOJIOTHA CO CTOPOHBI OP-
r'aHa 3pEHUA 1 KOHEYHOCTEN HEOOPATH-
Ma 1 HE TOJJIAETCA JIEYEHUIO.
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