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Opodaumoaururanbhblii cunapom I Tuna — peakoe (opdannoe) 3adoesanue ¢ pacnpocrpaHeHnocTsio 1:50000 — 1:250000, npo-
ABJIA0IIEECS aHOMAJIMAMM JIMLEBOro oTaea yepena, pOTOBOﬁ MOJIOCTH U NAJIBIEB, A TAKXKE MOPAKEHHEM BHYTPEHHHUX OpPraHoB,
B TOM 4YUCJI€ IIOYEK. OpOd)al[HOZ[HI‘HTaJ’leLIf[ CHHAPOM I Tuna HacJieayercs no X-cllel'[J'Ie]-ll-[OMy JOMHHAHTHOMY THITY, BCTPEYAETCA
TPENMYIIIECTBEHHO Y JIMIL JKEHCKOT0 1M0JIa M BO3HUKAET B pe3yJibTaTe HapymeHus: (opMupoBaHus mepBUYHOI pecHMYKU. B cTaThe
npeacTaBjeHbl KIMHUYECKOE Haﬁmouelme NalUEeHTKN 12 ner ¢ JHArHo30M opocbauuoumm*a.umuﬁ CHHApPOM I Tuna n maTorene-
THYECKHE ACTIEKThbI MPOSIBJIEHUI CHHIPOMA MO JAHHBIM JHTePaTypbl. IIpoaeMOHCTPHPOBAH 3HAYNTEIbHBII TMANA30H reHeTHIECKOM
reTeporeHHOCTH U KJIMHUYECKOro noaumMopdusMa y 00/IbHbIX ¢ MyTanusavMu B rene OFD1.

Karouesvte caosa: demu, yuruonamuu, opogayuoouumanbHblii CUHOpOM mun 1, MHOXMCeCmeeHHble ROPOKU PA36UMUSL, OP(AHHbLE CUH~-
0dpombl, KUCMbl NOYEK.

Ansa untuposaums: Cagporosa M.M1., 3arikoBa H.M., CepebpsikoBa O.A., MoTpoxoBa E.A., banesa J1.C. OpogaumoanrutanbHbivi CUHAPOM |
Tuna y peberka 12 net. Poc BecTH nepuHaton v negmatp 2024; 69:(6): 79-84. DOI: 10.21508/1027-4065-2024-69-6-79-84

Orofaciodigital syndrome type I is a rare (orphan) disease with a prevalence of 1:50,000 to 1:250,000, characterized by craniofacial,
oral, and digital anomalies, as well as involvement of internal organs, including the kidneys. Orofaciodigital syndrome type I is inher-
ited in an X-linked dominant manner, primarily affecting females, and arises from defects in the formation of primary cilia. This article
presents a clinical case of a 12-year-old patient diagnosed with orofaciodigital syndrome type I, along with a review of the pathogenic
mechanisms and clinical manifestations of the syndrome based on literature data. The article demonstrates the significant genetic
heterogeneity and clinical variability among patients with mutations in the OFD1 gene.
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Opoqaaunonmmanwme CUHIPOMBI — TETepOTeH-
Has Tpymnma peaKuX TeHETUYECKUX KOMOWHUPO-
BaHHBIX TIOPOKOB pa3BUTHSI, BKJIIOYAIOIIMX aHOMa-
JINM WA, TIOJIOCTU PTa M TAJIblEB, a TakKKe IMUPOKUI
CIIEKTP OOTIOJHUTEbHBIX MPU3HAKOB, Pa3TUYarOIInXCsT
npu pasHeix Tumnax [1]. B Hacrosiiee BpemMsi M3BECTHO
okosio 14 TUMoB opodalMoaAUTUTATBHBIX CUHAIPOMOB,
B 0aze nmaHHbix OMIM npenBapuTesbHO TpeACTaBIEHbI
15—18-i1 Tumbel opodalMOAUTUTATILHOTO CHHApOMA,
a TakXe ONUCAaHbl KIMHWYECKUE CIIydau, KOTOpBIe
HE COOTBETCTBYIOT OMUCAHHBIM THUIIAM, YTO CBUAETEIb-
CTBYeT O BBICOKON (HhEeHOTUITMUECKON TeTepOTeHHOCTU
opodaloAUTUTATLHBIX CUHAPOMOB [1-3].

HanGonee yacto BcTpedaeTcs opodamyoguTrnTaIb-
Hulit cuHapoMm | Tuna ¢ pacnpocrpaHeHHOCTH OT 1:50000
mo 1:250000 [1]. JlaHHBII# CMHAPOM BBLI3BAH MyTallueit
rena OFDI, xogupytomero 6emok OFD1 meHTpocoMBbl
1 6a3aJbHOTO TeNlblia MEePBUYHBIX Lvmii. B 75% ciy-
yaeB MyTalllsI BOZHUKAET de novo 1 He OOHAPYKMBaeTCs
y poautenieii mpobdanaa. OpodalMoauruTaaIbHbIii CUH-
npom | tuma Hacnemyercss mo X-CIETUIEHHOMY JTOMHU-
HAHTHOMY THUITY ¥ BCTpevaeTcsl MPEeUMYIIeCTBEHHO Y JIUII

JKEHCKOTO TI0Jla, 4acTO TPHWBOIS K BHYTPUYTPOOHOI
rude SMOPMOHOB MYKCKOTO IT0JIa.

IlepBoe cooOmeHne 00 opodallMOTUTUTAIBHOM
cuHapome | tuna orHocutest K 1954 r., korna E. Papil-
lon-Leage u J. Psaume [4] onucanu 8§ KIMHUYECKUX CITy-
YyaeB MallMeHTOB ¢ aHOMAIMSIMU JIUIIA, POTOBOM TTOJIOCTH
u nanbles. B 1962 r. R.J. Gorlin u J. Psaume [5] npex-
CTaBWIM ONUCaHue 22 KIMHUYECKMX CiIydaeB opoda-
LIMOIUTUTAIEHOTO CUHApoMa | Tuma. ABTOpHI OTMeYalld
BO3HUKHOBEHUE IaHHBIX CHUMIITOMOB MCKIIOUUTEIHHO
y xeHmuH. B 1997 1. Obmta KaptupoBaHa o00J1acTb
Ha KOPOTKOM TIuiede X-XPOMOCOMBI, OTBETCTBEHHAsI
3a BO3HUKHOBEHHE OpO(alMOANTUTATBLHOTO CUHIPOMA
I Tuna, a B 2001 r. BiepBbie ObLIa TOATBEPXKIEHA B3aMO-
CBSI3b JAHHOTO CUHIPOMAa W MYTalldii TeHa, Ha3BaHHOTO
Bcneactsue atoro OFDI [6, 7].

MaToreHes

OpodhallMoIUTUTATbHBIN CUHApPOM | THITa CBsA3aH
¢ nuchyHKIMel LeHTpUoJeld W HapylieHueM (GOopMU-
pOBaHUsl TEPBUYHON PECHUYKU, YTO TTO3BOJISIET OTHE-
CTU JAHHBIN CUHIPOM K LIMJIMOTIATHSIM, TPYTITIEe HaCJe-
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CTBEHHBIX 3a00JIeBaHUI, CBSI3AHHBIX C TATOJIOTUEH
pecHMUEK, B KOTOPYIO TaKKe BXOHAT CMHApOMBI Kapra-
renepa, bapne—bumisa, Mekens, Kybepa n npyrue [8, 9].
OpodannomurutadbHbil cuHApOoM | Tmma otam-
qaeTcsl OT JOPYTMX UWJIUOMNATUI IMMPOKUM CIEKTPOM
KIMHAYECKUX TIPOSIBJICHUI, CBSI3aHHBIX TIpeUMYIIe-
CTBEHHO C TTOpakeHWeM TEePBUYHBIX peCHUYEK. XapaK-
TEPHON OCOOEHHOCTBIO TIEPBUYHBIX PECHUYEK CIYKUT
TO, YTO OHU COIEPXKATCS B KJIETKE TOJbKO B TEPUOJ
nHTepda3bl U MPEACTaBISIIOT CO00I ONMHOYHBIE, HETTOM -
BVKHBIE BBIPOCTBI, KJIETOYHOTO LMKIA. OHU (DYHKIIM-
OHUPYIOT KaK XEeMOCEHCOPBbI, OCMOCEHCOpPHI U MeXa-
HOCEHCOpBI, O0ecrneuynBalT ONIYIIEHWEe CBeTa, 3araxa
U BOCTIPUSITHSI 3ByKa B OpraHax Teja, a TakKe Heo0XOo-
IIUMBI 151 MOpdoreHe3a HopMaJibHBIX TKaHel (puc. 1).
IMpouecc dopMupoBaHUS TMEPBUYHBIX PECHUYEK
(uMaMOreHe3) TeCHO CBSI3aH C YIBOEHUEM MaTepPUHCKON
W JOYEepHEW LEHTPUOJE BO BpPEMS KJIETOYHOIO MAeje-
Hus. B S-(ase Ki1eTouHOoro MuKJIa IMponCcXoIsT pa3pyIliie-
HUE TIEPBUYHON PECHUYKM W IYTIUKALIMS LIEHTPUOJIEH.
MarepuHcKast [IEeHTPUOJIb TTOC/Ie pa3pylIeHUsT BepeTeHa
IeJIeHMs TIpeBpaiiaeTcs B 6a3anbHoe Tenblle. [1pu dop-
MMPOBAHUY MEPBUYHON PECHUIKH OT 6a3aTLHOTO TeJIblia
IUCTAJIBHO IIPOCTHPAIOTCSI MUKPOTPYOOUYKM, 00Opa3yio-
1I1ie aKCOHeMY (CTepKeHb) TTIEpBUYHOI peCHUYKHU. beok
OFDI1, xomupyemblii OIHOMMEHHBIM TE€HOM, CIIYXUT
KOMITOHEHTOM JTHCTAJbHOTO TIpUJaTKa MaTepUHCKOM
LIEHTPUOJIH, YUYaCTBYeT B KOHTPOJIE €€ JUIMHBI, CTAOWIT-
3Upysl IJIMHY MHMKpPOTpyOoueK. B OTCyTCTBUE JaHHOTO
Gellka B pe3yJibTaTe MyTallUM KOIMPYIOIIEro TeHa JHC-
TaJIbHBIN Y9aCTOK aHOMAaJIbHO yminMHseTca B dazy G2
MWTO3a, YTO TIPUBOAMT K HapyIIeHUIO (POPMHUPOBAHUS
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UHUYECKUE CJT1YHAU

0a3aIbHOTO TeJIblla M COOTBETCTBEHHO, TIEPBUYHOI pec-
HUYKH [9].

K TMIUYHBIM TIPOSIBIIEHUSM OpOGhallOIUTUTATIEHOTO
cuHapoMa | Tura oTHOCSIT MOPOKY Pa3BUTHSI JIUIIA, TIOJIO-
CTU pTa, KUcTei M cTomn. YepenmHo-JuieBble aHOMAaTUuU
BKJTIOYAIOT aCUMMETPUIO JINIIA, TUTIEPTEI0PU3M, CPeIUH-
HYIO pacllleJIMHY BepxHeil TryObl, TMIIOIUIa3ui0 KPbLIbEB
HOca, aHOMaJIM1 Y3[eUKW, aHOMAJIMU SI3bIKa (pacCIleIMHBI,
KHCTBI, TaMapTOMa) U aHOMAaJIbHBIN TPUKYC C OTCYTCTBY-
IOIIMMU WM JIOMOJHUTeIbHBIMU 3y0amu [10]. Yacto
BCTpevaeTcss aCMMMETpUYHAsI OpaxXUIaKTUIUS U/ WIN CUH-
JAKTUJINS TTAIbLeB pyK 1 Hor [10].

Hanee mpencraBieH KJIMHUYECKMI Ciydail, TeMOH-
CTPUPYIOIIWIA IIIMPOKUIA AUAIMA30H MPOSIBIEHU opoda-
LUOAUTUTAIBHOTO CMHApoMa | Tura.

Knunnyeckuii cayyaii. [Tarmmentka A., 12 net, Habto0-
nmaetrcst B memnuatpudeckoM otaenennu HUKWM menma-
TpUM U JeTckoi xupypruu um. akaaemuka FO.E. Benb-
TUIIIEBA C XKaJlobaMU Ha nepuoandeckue 0011 B XXUBOTE.

PeGeHOK OT 3700pOBBIX poOmUTENICi, TpPEThell HOp-
MaJIbHO TpOTEKaBIlell GepeMeHHOCTH (repBasi GepeMeH-
HOCTb — MEIMIMHCKUI abopT; BTOpasi 0epeMeHHOCTh
3aKOHYMJIaCh pOJaMM 3I0POBOTO Mayibumka). Pomwiach
B pe3yJibTaTe €CTECTBEHHBIX CPOYHBIX POIOB C Maccou
tena 3550 r, WIMHOM Teaa 56 ¢M, oLieHKa 110 1Kayie Arnrap
9 u 10 6amtoB. C mepBOro AHs XU3HU Y MallMEHTKU A.
OBbUIM TMarHOCTMPOBAHbI MHOXECTBEHHBIE TMOPOKU pa3-
BUTUSI: pacilieJIMHa KOHYMKA sI3bIKa, TBEPAOTO U MSITKOTO
Heba, SMOpHOHAJIbHbBIE TSIKU BEpXHEH TyObI, nedpopMariust
aJIbBEOJISIPHBIX OTPOCTKOB UEJIOCTHU, BMUKAHT, THE3IHasI
ajionenusi, CMHIAKTWINS, OpaXuJaKTUIUS U YKOPOYEHUE
JIEBO HWXHEN KOHeuyHocTH. PaHHee mcuxoMoTopHOe
pa3BUTHE C OTCTaBaHUEeM: cUIUT ¢ 11 Mec, xonut ¢ 24 mec.

MHOXeCTBEeHHbIE TIOPOKM Pa3BUTUSL  TTOCTYXWIU
nokazaHuWeM K TIPOBEJACHMIO OIepaTMBHBIX BMellla-
TeabCcTB. B Bo3pacte 8§ Mec XM3HU TIPOBENCHO ynaje-
Hue ¢GubpoM Ha OGOKOBOU TMOBEPXHOCTU SI3bIKa CITpaBa
MU cJeBa, TUIacTUKa paclleMHbl KOHYMKA sI3bIKa, pac-
ceyeHue 3MOPMOHATIBHBIX TSIXKEH CIM3UCTON O0O0JIOYKHU
B 00J1aCTH BepXHE TyObI, 2JIEKTPOKOATYJISIIIHS 00pa3oBa-
HUU MO 3aqHEl MOBEPXHOCTHU YITHOW PaKOBUHBI CIIpaBa.
B Bo3pacre 2 u 3 et npoBeneHbl TTOBTOPHbBIEC OTIepaTUB-
Hble BMEIIATEIbCTBA IS YCTpaHeHUsT cuHAaKTuianu 11—
111, IV=V nansues npasoit kuctu, [—II, ITI-IV nanbues
JIEBOU KUCTH.

ITpu 0OBEKTMBHOM OCMOTpPE MAacCO-pPOCTOBBIE MOKa-
3aTeIM  HUXKE CcpeaHero, coorBercTByloT 10—25%o,
MHIEKC Macchl Tena, 15,2, xr/m?, SDS mHIeKca mMacchl
Tema —1,45. Ha MOMeHT ocMoOTpa rcnxopedeBoe 1 MHTE -
JIEKTyaJIbHOE pa3BUTHE 1O BO3pacTy, B IIKOJE YYUTCS
XOpOIIIO, HECMOTPSI Ha BPOXXJIEHHbBIE MOPOKHU LIEHTPaIb-
HOl HepBHO# cucteMbl. OTMEYeHBl MHOXECTBEHHbIC
YeperHo-JulIeBble TUCMOPGUN, aHOMAJIUU pPa3BUTHUS
KOHEUHOCTel: aCUMMETPUYHOE JIUIIO, IUPOKHUE OPOBH,
TUTIEPTEJIOPU3M, BBICOKMI JI0O, TiepropOuTabHasI
MOJIHOTA, IIUPOKasl TUIOCKasi CIIMHKA HOca, SMUKAHTYC,
TUTIOTUIa3UsT KPBIJIbEB HOCA, TUIIOIJIa3us dMaju, Hapy-
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Cagporosa M.11. u coasm. OpodaumonuruTaabHblii cuHapoM I Thna y pedenka 12 net

IIeHre TIpUKyca, OTCYTCTBHE OOKOBBIX pe3loB, nedop-
Malust albBEOJISIPHBIX OTPOCTKOB YETIOCTH, TUITOTLIA3UST
HWDKHEN YeNOCTH, COCTOSTHME TIOCNe TUIACTUKU pac-
IIEJIMHBI BepXHEUW TyObl, pacIleJIMHbI KOHYMKA SI3bIKa,
THe3MHas aJlonelus, OpaxWIaKTWINS, YKOpPOUYeHUE
JIEBOI HOTHM Ha 3,6 cM, YKOpOYeHUe JIEBOM pYKW Ha 2 CM,
OpaxUIAKTUINS TTAJIbIEB CTOM, IBYCTOPOHHSS caHmasie-
BUJIHAS 11eJb M HeTtoJTHas cuHaakTims Ha [1—111 mans-
1ax cror (puc. 2 a, 0).

B pesynbrate oGcnenoBaHuUs y TMALMEHTKU BbISIB-
JIECHO YMEpEeHHOe CHIXeHUe (yHKIMU MovyeK (KpeaTu-

MukpoTpyGoukH

AKcoHema

BasanebHoe Tensue

HUH 68 MKMOJb/T mipu HopMme a0 105 MKMOb/J, cKO-
pocTh KIy60ouKoBoii dhubrpatuu 78,7 mia/mun/1,72 m2),
YTO COOTBETCTBYET XPOHMYECKOUW Ooje3Hu mnouek C2;
KOHILIEHTpalMoHHast GyHKIMs nouek cHuxkeHa (1003—
1013 1/Mi1), MOUYEeBOTO CHHApOMa HET (MHUKpOAIbOy-
MUHYPHsI OTCYTCTBYET, [3,-MUKPOITIOOYIUH B HOPME),
MPU3HAKOB 1IUTOJM3a U BHYTPUIIEUEHOYHOIO X0JiecTa3a
He BbIsIBIIEHO. [IpM MarHUTHO-PE30HAHCHON TOMOrpa-
UK rosOoBHOrO MO3ra AMArHOCTUPOBAHA TOJIHAsI are-
He31sI MO30JIMCTOTrO Tejla TOJIOBHOTO MO3ra, TUIOIIa3ust
4yepBsl MO3XeykKa, KOMIEHCUPOBaHHAsl ruapouedanus

MyTauma reHa OFD1

BasancHoe TenbUe

~ =

" ﬁ;%r

0 «—

Puc. 1. IlaTorene3 opoanuoauruTaibHoro cuaapoma I runa.

-,
) al

CneBa — (ynkuus Hem3menenHoro 6enka OFD1, copaBa — cxema ¢ynkiuu myranTaoro 6eika OFD1 B pe3yibTaTe MyTanuu reHa
OFD1, Beayuiee K OTCYTCTBHIO AKCOHEMbI MIEPBUYHOI pecHHIKH. A — (ha3a muto3a G1; B — ¢a3a muroza S; C — dasa G2/M; D —
pannsag dasza G1.

Fig. 1. Pathogenesis of OFD1. The function of the unchanged OFD1 protein is shown on the left. On the right the function of the mu-
tant OFD1 protein is shown, leading to the absence of the axoneme of the primary cilia. A — G1 phase. B — S phase. C — G2/M
phase. D is the early G1 phase.

Puc. 2. Buemnuii Buj Kucreii (a) u cron (0) manuenTa ¢ opoganuoauruTaabHbIM CHHAPOoMoM I Tuna.
Fig. 2. Appearance of the hands of a patient with OFD1.

POCCUVCKWIA BECTHUK MEPUHATOJIONMN U MNEANATPUM, 2024; 69:(6)
ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2024, 69:(6)




OGOKOBBIX KeIymoukoB. [lo AaHHBIM MarHUTHO-PE30-
HaHCHOW ToMorpacuy TIOYeK M OpraHOB OpPIOUTHOM
MOJIOCTH MMEIOTCS KUCTO3HOE pACIIMpEeHUe BHYTPU-
MMEYECHOYHBIX JKETYHBIX TPOTOKOB (TIPEUMYIIECTBEHHO
JIEBOW TOJIM), KaJbLIMHAT MeYeHW, KUCTO3HOE pacIiIrpe-
Hue OOIIero XeJIYHOTO MpOoToKa (XoJjiegoxa) Ha YPOBHE
TOJIOBKY TIOIKETYTIOYHOM 3KeJIe3bl, MEJIKUE KUCThI IO/~
KeJynouHoit xenesbl (puc. 3). Ilouku pacronoxxeHbl
MPaBWJIBHO, YBEJIWUYEHBI, BU3YaJU3UPYIOTCS MHOXe-
CTBEHHBIE MEJTKHME KUCThI AMAMETPOM JI0 4 MM.

ITo pe3yiabTaTaM CyTOYHOTO MOHUTOPUPOBAHUS apTe-
PUATLHOTO NABJICHUS BBISIBJICHBI MPU3HAKK JTAOMIBHOMN
IMACTOJIMYECKON apTepUaIbHOM TUIIEPTeH3NU. Y Malu-
€HTKU MUMeJIach TakKxKe TUIIEPMETPOITHSI CTaboil CTeTeH!,
MpU OCMOTPE TJIA3HOTO JIHA OOHAPYXXUBAETCS MCEBI03a-
CTOMHBIN AUCK 3pUTEILHOTO HEPBA.

CoriacHO JaHHBIM MOJIEKYJISIPHOTO IIUTOTeHETHYE-
CKOTO aHaJIn3a BBISIBJIEH BapMaHT HOPMaJIbHOTO Kapuo-
tuna — 46, XX. IIpoBeaeH mouck MyTauuii B 56 reHax,
OTBETCTBEHHBIX 3a cMHApPOMEI Kybep u bapne—buns,
BBISIBJIEHAa CITOpagndecKasi TeTepO3UTOTHAs MeJeIust
(chrX: 13773332 CAATC>C) B 12-M sk30He reHa OFD1
CO CIOBWTOM paMKHU CUMTBIBAaHUS W (POPMUPOBAHUEM
cron-kogoHa. C 1e/blo BauAalMK Pe3yJIbTaTOB MOJIE-
KYJISIPHO-TEHETUYECKOTO MCCIIEIOBAaHUS TIPOBOAMIOCH
cekBeHUpoBaHue 1o CaHrepy y WwieHOB ceMbu. Pomnu-
Teu pebeHKa OKa3aJlucCh 3M0POBLIMU, y TAIMEHTKH
BBISIBJICH MTaTOTeHHBIN BapuaHT ¢. 1193 1196 del B rete-
PO3UTOTHOM COCTOSTHUM. AHAJIN3 cerperalny MoaTBep-
IIWIT de novo TIPOUCXOXIEHNEe BapuaHTa.

Takum 006pazoM, Ha OCHOBAaHUU KIMHUKO-aHAMHE-
CTUYECKMX MaHHBIX, PE3yJbTaTOB MOJICKYJISIPHO-TEHE-
TUYECKOTO MCCIIeIOBaHUS y pebeHKa TUarHOCTHMPOBAaH
opodaoAUTUTATBHBIN cuHApOM | Thma. DTHOTPOITHAST
M TIATOTeHeTWYecKasl Tepanuu TaHHOTO 3aboJieBaHUS
B HacTosilliee BpeMsl He pa3paboTaHbl, JieYeHUE SIBJISI-
€TCST CUMIITOMATUYECKHUM B TTEPUOJ Pa3BUTHS TTOYSYHOM
U TIeYeHOYHON HemocTaToyHOCTU. C y4yeToM BbISIBJIEH-

KJINMHUYECKUE CJTYHAU

HBIX U3MEHEHUH B pe3ysIbTaTe IMarHOCTUIECKOTO TIOMCKa
Ha3HaveHa TeIaToIpPOTEKTOPHAS Teparus IpenapaTaMu
ypcone3okcuxoeBoit kucaotsl 10 mr/kr/cyt. B Hactosi-
1ee BpeMsl TToKa3aHui K HepOITPOTEKTUBHOW Teparmu
HET, PeKOMEHIOBAaHBI KOHTPOJIb apTepUaIbHOTO NaBje-
HUsI, MUKPOAJTbOYMUHYpUU, HaOoeHUE HedpoJtora.

Lexp opTomeanyecKoro JeUyeHUsl y Hallel Tarm-
eHTKU — JOCTWXEHWE OIMHAKOBON IJTMHBI HUKHUX
KOHEYHOCTEH, B CBSI3U C YeM TUTAHUPYETCS TIPOIOIIKEHUE
OpPTOTIEIUYECKON XUPYPTUIECKON KOppeKIuu (mudu-
310JIe3); KpOME TOro, B IJIaHE MOArOTOBKA K TJIaCTUKE
ATHBEOJISIPHBIX OTPOCTKOB BEPXHEH M HIDKHE YeTIOCTEH,
CTUMYJISIITUN POCTa YeNTIOCTe W MaJbHEUINEeTO TTPOTe3U-
pPOBaHMS C TIETBIO 3aMeIIeHUs neeKToB 3yOHOTO psina.
B Oynymem mpobGaHIy TIpW TUTAHWPOBAHUU IETOPOXK-
NeHUsT PEeKOMEHIOBaHA KOHCYJbTAIMS Bpava-TeHETHKA
C IIeJThI0 KapUOTUTTMPOBAHUS TUTONA HA PAHHUX CPOKaX
OepeMEeHHOCTH.

OOcyxaeHue

OnucaHHBI HaMU cllydyail JTeMOHCTPUPYET 3Hauyu-
TeJbHBIN TMana3oH KJIMHWYECKUX TPOSIBICHUI y O0JIb-
HBIX ¢ MyTauusiMu B reHe OFD 1. 1o naHHBIM TUTEpaTyphl
Haubosiee YaCTbIMU TIPOSIBIICHUSIMU  OpOGaIIMOAUTH -
TaJlbHOTO cuHApoma | Thma ciyxar paciieanHa MSITKOTO
WJIM TBEpAOTO Heba, areHe31sl MO30JIMCTOrO Tejla, aHOMa-
JINU SI3bIKa U 3y0OB (CM. Tabiuily). Y OTAENbHBIX Talu-
€HTOB HaOIIOAAIOTCS TaKXe CTPYKTYpHbIE aHOMauu
LIEHTPaJIbHOW HEPBHOW CHUCTEMBbI, TaKMe KaK areHe3usl
MO30JIMCTOTO TeJla, areHe3usI MO3KeuKa WU IMOPOK pas-
Butus eHnn—Yokepa, KOTOpbIif BKJIIOYAET TpUamy Mpu-
3HAKOB: Tuapoliedannio, TUIOIJIA3UI0 WIM arja3uio
MO3XeuKa M KHCTHI 3amHeil deperHoil smku [10—14].
IMpumepro 50% >xeHIIMH ¢ OpOGAMOTUTUTATLHBIM
CUHIPOMOM | THTIa UMEIOT HEKOTOPYIO CTENeHb YMCTBEH-
Holi oTctayoct [13, 14].

CHUMITOMOKOMITJIEKC TTAIIMEHTKN A. BKJTIOYAET MpaK-
TUYECKU BCE OIMMCAHHBIE TPU JAaHHOM CUHIPOME IpO-

Puc. 3. Kucto3nas nedopmanus o0Imero eTqHoro NpoToka (xoJenoxa) Ha ypoBHe
TOJIOBKH MO/KeJTyJ0YHOIi JKeie3bl. Mellkie napeHXuMaTo3Hble KUCThI MO/Key109-
HOIA XKeJe3bl.
Fig. 3. Cystic deformity of the choledochus at the level of the head of the pancreas.
Small parenchymal cysts of the pancreas.
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Caghornosa M.11. u coasm. OpodanmonurutaabHblii cuHapoM I Tuna y pedenka 12 et

Tabauya. YacToTa KIMHMYECKUX NPOSIBJIEHUI 0PO()AIMOIUIUTAILHOIO CHHAPOMA | THIIA MO JAHHBIM JIMTEPATYPHI M Y NAMEHTKH A.
Table. Clinical manifestations frequency of orofaciodigital syndrome type 1 according to literature and patient’s phenotype

Thauvin-

Tokamsa Kn CCKHE DO Gorlin R.J., Ferrante M.IL., Robinet C Macca M., BisschoffI.J., Ilanuentka
oasatt HHIFICCKHE HPOABICHISL 1961 [5] 2001 [7] 2‘(’]0';[12]" 2009 [13] 2013 [14] A
Paciennna/nedext msr- 77% 71% 40% 49,6% 71,4% i
KOT'0 M TBEPIOro Heba (17/22) (5/7) (10/25)  (67/135) (20/28)
T'uneprpodus y3neuku 100% _
S3bIKa (22/22)
PoToBas IOIOCTS PacmenvHbl s13p1Ka/m0JTb- 100% 14% 75% 84,1% 78,6% 4
YaTBIA SI3BIK (22/22) (1/7) (12/16)  (106/126) (22/28)
l'amaproma si3bika 43% 69% 68% +
3/7) (11/16) (19/28)
50% 43,3% 87%
ALY D50 (8/16)  (58/134)  (20/23) *
59% 53%
Tumnorasust KpbUIbEB HOCA (13/22) (8/15) ==
JInuo T'unieprenopusm (g(/)fé) ( 1530/?6) +
Pacmienvna BepxHeit ryobl 27% 32,6% 7% +
(4/15) (44/135) (15/26)
CUHIAKTUINS 43% 31% 49,6% +
a2 3/7) (5/16) (67/135)
BepxHue/HuxHue 14% 87,5% 63,7%
KOHEYHOCTH e (1/7) (14/16)  (86/135) +
28% 62,5% 47,4%
KOs stouensinzness @/7) (10/16)  (64/135) *
}fgfjgﬁz ?ﬁﬁ?%ff;ei O 36% 57% 43% 28,9% 28,0%
HC ., (8/22) (4/7) (6/14)  (39/135) (7/25)
AreHe31s1 MO30JIMCTOTO 80% 81,2% i
Tena (8/10) (13/16)
43% 20% 37,3% 26,1%
[Mouku Kuctbl mouek 3/7) (2/10) (50/134) (6/23) +
Kuctel neyeHu/momkeny- 14%
Apyroe JIOYHOM (1/7) *

SIBJICHUS, CPEIN KOTOPBIX KUCTO3HOE MOpaXkeHue MoveK,
MEeYEHU, XKETIHBIX TIPOTOKOB, TOMKETYIOYHON KeJle3bl,
MOPOKM Pa3BUTUS JWIA U KOHeyHocTell. Kpome TorO,
B Xozme oOcyieoBaHUs TMalMeHTKU ObIJI0 OOHApYyKEeHO
BOBJICUEHUE OPraHOB IEHTPAJTbHOW HEPBHOU CUCTEMBI,
a WMEHHO aIia3usi MO30JIMCTOTO Tejla, aHOMAaJus
Jlennu—Yokepa TIpM COXpaHHOM WHTEJUIEKTe W HOP-
MaJIbHOM TICUXO-peYeBOM Pa3BUTHUU.

C 1eJbIo OTpeie/ieHUsT BO3MOXKHOTO TIPOTHO3a Teue-
HUST 3a00JIeBaHUST B HACTOsIIIee BpeMsT IIMPOKO HCCIie-
NyIOTCsl accoumauuu ¢deHoTura u reHorumna [15—17].
Panee coob6manoch 00 aHAJIOrMYHOM C HaWACHHBIM
y TMamnueHTa mnaToreHHOM BapuaHTe chrX: 13773332
AATC>C B rene OFDI, npuBoasiiiuM K opodaimoam-
rutaabHoMy cuHiapomy | tuna. B uccnenosanuu C. Prat-
tichizzo w coaBt. [16] mytaums c.1193 1196delAATC
OTUCHIBAJIACh Y 4 MallMeHTOB, y 2 U3 HUX OHa ObLja CIo-
pagudeckoit. B apyroMm wuccliemoBaHUM ObLT OMUCAH
CeMEMHBIN cydaii opodalMoIUTUTATLHOTO CUHAPOMA

I Tuna y 2 cectep u ux mMaTepu ¢ OMMHAKOBOW MyTaluei
¢.1193 _1196delAATC [17]. Y Bcex 4IeHOB ceMbM HaOJTIO-
JAJTNCh AaHOMAJIUM Pa3BUTHS B BUIE aJOTELIMU, JIUILIEBBIX
AHOMaJIUiA, pacIUEIUIeHUs TBEpAOro Heba, Opaxuaak-
tunun. Kpome Toro, y marepyu oOHapy>XeH MOJUKHUCTO3
MOYeK, y cTaplieil 1o4epr — 3ajep>KKa pa3BUTUS, HOJIb-
YaTOCTh f3bIKa, KIWHOMAKTWIMS, a y MJaalleil modepu
BBISIBICHBI CUHIAKTWIMS, TIpeakcuallbHas TONUIaKTU-
JIVSL, TOJIBYATOCTD SI3bIKA U TIOJTHAST areHe31sl MO30JIMCTOTO
tesna. Takum oOpazoMm, ObUIO 10KA3aHO, YTO CiydyailHast
WHAKTUBALIMS X-XPOMOCOMBI He SIBJISIETCSI TIPUYMHOM
BHYTPUCEMENHBIX (DEHOTUTTMYECKUX PA3TIMIA.

3aknioyeHue

OpodatmonurutanbHbiii cuHapoM I Tuma — deHo-
TAMUYECKU W TEHETUYECKU TeTeporeHHoe 3aboJieBaHue,
CBSI3aHHOE C HapyllleHMeM mpouecca (hOpMUPOBAHUS
MEePBUYHBIX PECHUYEK (LIMJIMOTEHE3) M XapaKTepu3yro-
1eecsl pa3BUTHEM MHOXKECTBEHHBIX aHOMAaJIMi CKeJera,
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YTO ¥ TIOATBEPKIAET MPEICTABICHHBI KITMHUIYECKUIA CITy-
yaii. B HayuHOI TuTepaType He yCTaHOBJIEHA YeTKasl CBSI3b
MeXIy JIoKaM3alueil BapuaHTa B TeHe U KIIMHUYEeCKUMU
TPOSIBJIEHUSIMUA, 4TO TpeOyeT B3aMMONEWCTBUS Bpadeid
pasHoro mpoduisl: TeHEeTUKOB, HedposoroB, odTab-
MOJIOTOB, YETIOCTHO-JTULIEBBIX XHUPYPrOB, TPaBMAaTOJIO-
TOB-OPTOIENIOB W CTOMATOJIOTOB-OPTOMOHTOB. CHUMITTO-
MOKOMITJIEKC TTAalIMEHTKU A. BKITIOYAET IIMPOKHUIT CIIEKTP
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