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Cunopom Maiipe — kpaiine pedkoe eeHemuueckoe 3a00/1e6aHUe COEOUHUMENbHOL MKAHU, XAPAKMePU3youseecs
MYZILIMUCUCIEMHBIM NOPANEHUEM, NPOZPECCUPYIOULUM U NPOTUPEPAMUBHLIM PUOPO3OM, YMCIBEHHOL
omcmanocmoio. B ocnose namozenesa nexcum mymavus zena SMAD4, npusodsuas k nponudepavuu
AHOMATILHBIX 80I0KHUCMbIX mKaHetl. OCHOBHble NPOAB/IEHUS NAMON02UY — 0eduLUm pocma, ceoeobpastoie
uepmul 1uya (Kopomxue 2na3Hvle wienu, eUNONIA3Us cpeoHell mpemu, NPOSHAMUIM), YMCBEHHAS OMCMANOCMY,
nopaxceHust ONopHo-08ULAMENLHO0 ANNApama, 0Ppmanvomonouteckue paccmpoiicmaed, ckepooepmuyeckue
NPOSIBIIEHUST, MY20YXOCHYb, NAMON02US CePOEUHO-COCYOUCMOTE U ObIXAMENLHOL CUCeEM, a makie Opy2ux op2aHos
U cucmem. SMUOMPONHOLL U NAMO2EHeMUUECKOLl Mepanuu Ha OaHHbITL MOMEHM He PA3pabomaHo, reveHue
UCKTIIOUUMENILHO CUMNIMOMAMUYECKOe.

[IpedcmasnetHplii KIUHUMECKUTI CTLy4ati NAyUeHMKU ¢ cuHopomom Maiipe Ha2nsi0HO deMOHCmpupyem
He00X00UMOCTb MEHOUCYUNTUHAPHO20 N00X00a K OudzHOCmuUKe U ieveHuto 3abonesanus. Cnedyem

makice OMMemMumy 8aiHOCMb PACNPOCMPAHEHUS 3HAHUL 0 PeOKOLl HACTIEOCMBEHHOL NAMOI0eUU cpedu 8payet
PA3UUHbLX CheyuanvHocmeti 05 C60e8PEeMEHHOT OUAZHOCUKY U 10000pA CUMNIMOMAMUYECKOT mepanuu.

Knroueswvie cnosa: cunopom Maiipe, depunum pocma, een SMAD4, knunuueckuti cryuati, 2UHeKON02US, CUHEXUU
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Beepenue

Cunpgpom Maitipe (Myhre syndrome, OMIM 139210) -
penKoe, HO BCe 4Yallle [MATHOCTUPYyEMOe ayTOCOM-
HO-JOMMHAHTHOE PAacCTPOMCTBO COEAMHUTENbHON
TKaHU, XapaKTepusymouieecs MYIbTUCUCTEMHBIM
HOpaXeHMeM, IpOorpeccupymomuM u nponudepa-
TUBHBIM (QUOPO30M, YMCTBEHHOI OTCTAIOCTBIO JIeT-
KOJl MM yMepeHHoi cTeneHu [1]. BnepBble onucan
B 1981 r. foxtopamu S.A. Myhre, R.H.A. Ruvalcaba
n C.B. Graham. B kaHOHMYeCKOM OIMCaHUM coob1Ia-
JIOCh O IBYX HEPOACTBEHHBIX MY>KUMHAX C YMCTBEHHO
OTCTANOCTBIO, AePUIMTOM POCTA, CBOCOOPA3HBIMU
yepraMiy uLa (KOpoTkue rasuble menn (MeHee 2 SD

II0 CPaBHEHMIO C BO3PACTHON HOPMOI1), TUIIOIIA3 U
CpemHeil TpeTH NNLa, IPOrHaTU3M, KOPOTKUI PUIb-
TPYM, MaJleHbKUII POT), MBILIEYHOI! IUIepTpodumeii,
YTONIIEHUEM KOXU, OpaxufakTuaneil. Y malyeHTOB
TaK)Ke OTMeYalnch CMellaHHasA TYTOYXOCTb M CHIDKe-
HUe MIOJABIDKHOCTH CYCTaBOB [2].

VictunHas yacrora 3ab6oeBaHNs B 00Iell IOMY/IALN
He OIpefieieHa, IIOCKONIbKY HEKOTOPbIe C/Ty4ay OCTaloT-
€Sl HeIMaTHOCTMPOBAHHBIMI MM HEBEPHO JAMArHOCTH-
poBaHHbIMU. [10 pasHBIM HaHHBIM, B MEAVMLIMHCKOIL -
TepaType IpeAcTaBreHa nHpopMarus o 90 marueHTax
¢ cuHgpoMoM Maiipe, B TOM 4uCe C MONEKY/IAPHBIM
HOATBepKAeHVeM B 70 crmyydasx [3].
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[eHeTHKA

C moMoOIbI0 CEKBEHMPOBAHMUA 3K30Ma MallMeH-
TOB C CMHIpOMOM Maiipe foKkasaHo, 4To 3abosesa-
HMe 00yC/IOBIeHO MYTUpPOBaBIIUM reHomMm SMAD4
(MYHRS) [4]. JauHbII TeH KOAMPYET OJHOUMEH-
HBIIT 6€/I0K, KOTOPBII SIB/ISIETCS TPAHCKPUIILIIOHHBIM
($haKkTOpOM U ONYXOJEBBIM CYIpeccopoM (peryns-
IuA pocTa M [leleHNus KIeTok). B pesymbraTe mMyTa-
uuu reHa SMAD4 o6pasyercs aHOManbHO CTabUIb-
HBIIT 610K, KOTOPBII OCTAeTCsA AaKTUBHBIM B KJIETKE
Honblle, yeM HY>XHO. Kak cnegcTBue — nponudepa-
I[M51 aHOMaJIbHBIX BOJIOKHMCTBIX TKaHel B pe3y/IbTaTe
HapylleHus Nepefjauy CUTHAJIOB TpaHCHOPMUPYIO-
mero ¢akTopa pocta 6eTa 1 KOCTHOTO Mop¢oreHe-
TU4YeckKoro Oenka [5, 6].

Knunnyeckas KapThHa

ITockonbky SMAD4 skcnpeccupyercss B opraHusMe

MOBCEMECTHO, €r0 MYTAl[lisi MOXET IIPUBECTH K Pas3HO-

00pasHOIl CHMITOMATHKe, 3aTPATMBAIOLIEN pas/INIHble

OpraHbl U CUCTeMbl. B 60IBIIMHCTBE MCCIeSOBAHUIA

OIMCaHBl XapaKTepHble CUMIITOMBI CMHApoMa Maiipe,

HO 3TO PacCTPOICTBO [0 KOHI[A He usydeHo. Heckonp-

KO (paKTOpOB, BK/IOYasi HeOGONIbIIOE YMCIO BBISABJICH-

HBIX CJIy4aeB M OTCYTCTBME KPYIHBIX KIMHUYECKUX

VICCTIeNOBaHMI, He NIO3BOMIAIOT BpayaM COCTAaBUTH IIOJ-

HYI0 KIMHUYeCcKy1o kapTuHy. Heob6xoaumMo oTMeTUTD,

YTO y MAIMEHTOB MOTYT HAaO/IOAThCSA He BCE CUMIITO-

MBI, IIepedVC/IeHHbIE HVDKE, M KK/ MAlVeHT MMeeT

YHUKAJIBHYIO CMIITOMATHKY.

ITpu cunppome Maiipe MOTYT HabMIORATBCA:

= medunut pocra (6omee yeM y 80% MareHTOB C CUH-
npomoM Maiipe). O6GbIYHO OH BO3HMKAET y MAljieH-
TOB ellje I0 POXKJeHNUs (IIpeHaTanbHO), YacTO MPUBO-
51 K HU3KOJ1 Macce Tefla HOBOPOXKIEeHHOro [7];

= OT/IMYMTENbHBIE YePTHI JIMIA: IPOTHATHU3M, TMIIOIIIA-
31 CpefiHell TPeTu NUIa, y3KMe ITTa3Hble e/, LIN-
poOKas IepeHOCHUIa, TOHKAas BepXHsAs Iy6a, KOPOTKMI
WIBTPYM, MaJIEHBKIII POT, TYCTbIe OPOBM 1 KOPOT-
Kas mes [8];

= 0COOEHHOCTU PENPONYKTUBHON CUCTEMBL. Y HEKOTO-
PBIX TAIMEHTOB MMeeT MeCTO XapaKTepHas KapTHHa
IpeXX/IeBPEMEHHOTO MOJIOBOTO CO3PeBAHMs M, Ha-
000pOT, 3aIep>KKN IIOJIOBOTO Pa3BUTHA. Y >KEHIIVH
OTMevalTCsA aMeHopes (OTCYTCTBME MEHCTPYaIit),
HEPETY/IAPHbII MEHCTPYalbHbIl LMK WM pPaHHee
MeHapxe. Y My>UVMH He UCKITIOYEHO Pa3BUTHE KPUII-
Topxusma [3, 9];

= JIeTKas WIM YMepeHHas CTelleHb YMCTBEHHOI OTCTa-
nocty (abCOMITHO Y BCeX MALYIEHTOB). Y HeTell paH-
HEro BO3pPacTa MOTOpPHbIE HaBBIKM, TaKue KakK I10713a-
HIe ¥ X0Abba, MOTYT OBITH OTCpPOUeHBL. B cTapiuem
BO3pacTe BCTPEYAIOTCS IOBEeHYEeCKIe OTKIOHEHIs,
B YaCTHOCTY TUIIEPAKTUBHOCTD, TPYFHOCTU COLIMAIIb-
HOTO B3aMIMOJIEJICTBU, HELOCTATOK KOMMYHVKATVB-
HBIX HaBBIKOB. MHOTMe NaI[VIeHTBl HAXOJATCA B ayTH-
CTUYECKOM CIIEKTPE;

= CKeJIeTHble aHOMa/my (TUIIOIUIa3Vs HOJB3TOLIHBIX
KOCTeil, IMpoKye pedpa, OpaxMIEaK TN, CIUTIONIeH-
HbIE ITO3BOHKM) [2];

AKyLLIEpCTBO 11 TUHeKonorna
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(uHapom Maripe — peaKoe ayToCOMHO-LOMUHAHTHOE
PACCTPOIICTBO COBAMHIATESIBHOIA TKAHM,
XapaKTepu3yHoLLIEeCa MyNBTUCUCTEMHBIM
MOpaXKeH1eM, MPOrpeccupyOLLMM I
NPONGePaTVBHbIM G1IOPO30M, YMCTBEHHOI
OTCTANOCTBHO JIETKOIA AN YMEDEHHOI CTEMEHIA.
ITOTPONHAA U MaTOreHeTYeCKad Tepankia

NIaHHOV NaToNory He paspaboTaHa. Vcnonb3yetcs
CUMMTOMATUYECKAA Tepanitd C MEeXAUCLAMIAHAPHBIM
NOAXOZOM K BEJCHUHO NALIMEHTOB

= o TanbMOIOTMYeCKMe PACCTPONCTBA (IUIEPMETPO-
01151, BPOXKIEHHAS KaTapaKTa, IUTMEHTHBII peTUHUT,
Maxynonarys) [10];

= TOTeps CIyXa;

= MIVPOKUI CIEKTP CKIEPOJePMUYECKUX MPOsABIIe-
Huit. B pesynprate nporpeccupyioigero ¢pubposa,
BO3HUKAIOI[ETO CIIOHTAaHHO, IOCAe XUpyprude-
CKMX BMEIIaTeJIbCTB W/IM TPaBM HaOII0AI0TCs
YTOJNIIEeHNe KOXM M OTpaHMYeHMe INONBUXKHOC-
T cycraBoB. Hepenko ¢ubpos mporpeccupyer,
YTO MOXKET HMPUBECTYU K OCTIOXXHEHMIM, OITaCHBIM
It KM3HM (KapAMOMMOIATUSI, KOHCTPUKTUB-
HBIIl IIePUKAPJNUT, TAPUHTOTPaXeabHbIl CTEHO3,
neroyHas HepgoctaTouyHocTh) [11]. Kpome roro,
CY>XeHMe [bIXaTelbHBIX MyTeil 4acTO IPUBOLUT
K peUUAUBUPYOIIUM PECIUPATOPHBIM U YUIHBIM
MHPEKIUAM;

= CO CTOPOHBI CEPHEYHO-COCYAUCTON CUCTEMBI — CTEHO3
VIV KOAPKTALVsI 0PThI, TUIIEPTOHNS U PELUAVIBUDY-
FOLLMI TIEPUKAPTINT.

Kpaiine penko pa3BuBaeTCss HATOMOTHUSA CO CTOPOHBI

JKeTYJOYHO-KUIIEYHOTO TPAaKTa (XpOHMYECKUI 3a110p,

00CTPYKIMSA ABEHAJLATUIIEPCTHON KMUIIKY, IVJIOPO-

CTE€HO3) ¥ MOYEBBIIE/INTENbHON CUCTEMBI (areHe3ms

[OYeK, TUAPOHePPo3).

[narHocTuka

ITocTaHOBKa NMpeABapUTENTbHOIO KIMHNYECKOTO JIMar-
HO3a B GONIBLIMHCTBE CTy4aeB 3aK/IT0YAeTCA B TIIATENb-
HOM cbope aHaMHes3a, OljeHKe (PM3NYECKOTO PasBUTHUA
u ocMoTpe 60/1bHOrO. [Tpy BOSHMKHOBEHUY IIOf03PEHMIT
Ha reHeTI4eckoe 3a60meBaHIe HeOOXOLMMO BBIIIOTHUTD
MOJIEKY/IAPHO-TeHETUYECKOE TeCTMPOBaHNe. B Hacros-
nlee BpeMsA TECTUPOBAHNUE NIPOBOJUTCA B BUJE CEKBe-
HuposaHus Bcero sksoma (WES) mu6o tonbko rpym-
IIbl T€HOB, CBA3AHHBIX C YMCTBEHHOM OTCTA/JIOCTBHIO
7 Ay TUSMOM.

Jleyenne

Ha naHHBII MOMEHT 3TMOTPOIIHAA M IATOI€HEeTNYeCKas
Tepamus cuHapoma Maiipe He paspaborana. Vcrnonb3ay-
€TCs CUMIITOMAaTHYecKas Tepanusa ¢ MeXIVCIUIUIMHAD-
HBIM MOJIXOAOM K BETEHUIO MaI[MIEHTOB.
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KnuHuueckuin cnyyain

ITanuentka M. B BospacTe 1 roga 7 MecAlleB IOCTyIuIa
B IMHEKO/IOTMYECKOE OT/IE/IEHNE 110 TTOBOAly Iepyopde-
CKOJI 3a/Iep>KKI MOYML.

IlaHHbIe aKyILIEPCKOTO aHAMHe3a: peGeHOK 0T BTOpoit Oe-
PEMEHHOCTH, BTOPBIX POJIOB, 3a4aT C MOMOIIBIO KPHOIIe-
peHoca. bepeMeHHOCTDb IpoTeKana Ha (poHe MHOXKeCTBa
OCJIOKHEHUIT, B YaCTHOCTM YTPO3bI IIpepbIBaHMA Oepe-
MEHHOCTHU Ha PaHHMX CPOKaXx, repleTndecKoi nHpek-
nuu, COVID-19, HeOTHOKPAaTHBIX MM30[0B OCTPOIL
pecnmparopHoit BupycHoit nudexuyn. Ipn obcnenosa-
HU BO BpeM: OepeMeHHOCTY Y MaTepy BbLAB/IEHA TPOM-
6odunus (myranus Jleiigena). B TpetbeM TpumecTpe
B XOfle YNIbTPa3BYKOBOT'O MCC/IE[OBaHNA NMaTHOCTUPO-
BaH CHHJPOM 3aJIep>KKV pa3sBUTHUA IUIOJA.

Ha recranyuonnom cpoke 35-36 Hefienb y MaTepy IOABU-
JICh CUMIITOMBI IIPE3KIAMIICMY B BUJI€ BHIPA)KEHHOTO
HOBBIIIEHNA apPTEPUATIBHOTO IaB/I€HN U IPOTENHY PUN.
C y4eTOM CMMITOMOB IPE3KIAMIICUY U CMHIPOMA 3a-
IEPXXKM PasBUTHUA IUIOHA 2-11 CTEHEHM OBUIO MPUHATO
pelileHye 06 SKCTPEHHOM POROpaspelleHNy Iy TeM OIle-
pauum Kecapepa CEYeHNA.

PebeHOK poOAMIICS HeLOHOIIEHHBIM, Macca IpU po-
xkpenun — 1910 1, gnuHa — 40 CM, OlleHKa IIO IIKajie
Arrap - 6/7.

B nepBblii ieHb )XKM3HY B PORMUIBHOM IOMe peOeHOK OBl
OCMOTpPEH BPauyoOM-HEOHATOJOIOM COBMECTHO C Bpa-
yoM-TeHeTUKOM. IIpu ocMoTpe oTMedanuch NpU3HAKK
OMCIIZIa3MY COeUMHUTENbHON TKaHN: AMCIITIACTUYHbBIE
yIIM, HU3KO PACIONIOKE€HHbIE M KOPOTKME IJIa3HbIe
Ieny, OpaxuaakTUIN, HoIepeYHble TaJOHHbIe CKIIaf-
KM, KJIMHOJAKTUINA MU3MHIEB. B pogunbHOM JoMe
Obly1a BBIMTOZIHEHA 97IEKTPOKapArorpadus, Mo JaHHbIM
KOTOPOJ1 IMarHOCTUMPOBAHBI OTKPBITOE OBa/IbHOE OKHO
2,6 MM co c6pocoM KpOBU C/ieBa HaIpaBso, TYpoOy-
JIEHTHBIMI KPOBOTOK B JIETOYHOJ apTepUM U OTKPBITHIN
BoTannos npoTok. B xofe n1aHOBOrO ayAMOCKPMHNH-
ra B pofiMIbHOM JlOMe€ OTM€4YasioCh HapyllleHye cayxa
crpasa.

B rogoBasoM Bo3pacTe manueHTKe OBITIO IPOBENEHO
HOJTHOE 5K30MHOE CEKBEHMPOBaHNe, TP KOTOPOM Oblna
obHapy>xeHa myTtauys rena SMAD4. Ha ocaoBanuu pe-
3y/IbTATOB I€HETUYECKOTO MCCIEeNOBAHNS YCTAaHOB/IEH
JMarHo3: cMHApoM Marvipe. B cBA3KM ¢ MYIbTUCUCTEM-
HBIM XapaKTepPOM MOpa>kKeHMA IpPU JaHHOM CUHIpPOMe
HaIVieHTKa Hab/TIoflaeTCs y Kap/ioJIora, CypHoyora, He-
BpOJIOra, 0(TaIbMOJIOTa, SHJOKPUHOTIOTa, TeHeTHUKA.
OcMoTpeHa NeAnaTpoM II0 MECTY KUTEIbCTBA B BO3pa-
cte 1 roga 7 mecaiieB. /I3 aHaMHe3a U3BECTHO, YTO B Te-
YeHNe HeCKONbKMUX MeCsIeB OTMeYaIlch AUCKOMOpPT
IpY MOYEMCIYCKAaHMM U TUTMEHMYECKUX Ipolefypax
HapY>XHBIX IO/IOBbIX opraHos. IlanyeHnTka HanpaBneHa
B TMHEKO/IOTMYeCKOe OTHe/NeHNe Ha H000CIefoBaHIe
U JI7I pelleHus BOIIPOCa O JIa/IbHEeNIIEN TaKTUKE Befe-
HUAL

Ha MOMEHT ocMOTpa COCTOAHME Y0B/IETBOPUTENBHOE,
cosHaHMe sAcHoe. Temnepartypa Tena - 36,6 °C, Bec -
7200 1, pocT — 72 cM. OPusnmyeckoe pa3sBUTHE OYEHD
HI3Koe, mAucrapMoHndHoe. OTMe4YarTCA yMepeH-
Has 3ajlep>KKa pocTa M jeTKas 3afep>kKka MOTOPHOTO

u pedeBoro pasputust. ObpamarnT Ha cebst BHUMaHME
cBOeoOpasHble YepTHl NUIA: TUINOIIA3UA CpefHell
TpeTu NNUIA, y3Kue I7asHble lely, IINpoKas nepe-
HOCHIIA, MaZleHbKMI1 poT. Ko>kHble TOKPOBbI 1 BUJM-
Mble CIM3UCTBIE 06O0I0YKY HOPMATbHON OKPACKM.
IIuaHOo3 oTCcyTCcTBYyeT. MONMOYHbIE Kene3bl Pa3BUTHI
CUMMETPUYHO, apeonbl 6e3 M3MeHeHUI, OT/eNsgeMO-
ro u3 cockoB HeT. KocTHO-MbIe4Hass cucrema 6es
BuauMoit maronorun. Ilepudepnudeckne mumearnye-
CKIe Y37l He yBenmdeHbl. CeppiedHble TOHBI ACHBIE,
puTMMuHble, ocnabnenye II ToHa HaJ IeTOYHOI apTe-
pueit. Hap merkumMu sACHBIN 1€TOYHBIN 3BYK, AbIXaHUeE
IIy3pUIbHOE, XPUIIBI OTCYTCTBYIOT. IleyeHb He yBenu-
YeHa, COOTBETCTBYeT BO3pacTHOIl HopMe. CeneseHkKa
He manpnupyercsa. JKuBor He yBenudeH B o6beMme,
MATKUI, 6e360me3HeHHbI. CHMIITOMBI pas3fpaKeHns
6pIOMMHBI OTCYTCTBYIOT. CTYN peryasapHbIil, MOYeyc-
IIyCKaHMe 3aTPyJHEHHOE.

IMHeKomorn4ecknit 0OCMOTp: Hapy>KHbIE IIOJIOBbIE Opra-
HbI PasBUTHI IO XKEHCKOMY TUITYy, KJINTOP He YBEINYEH,
BU3YaIU3MPYeTCA COeRMHUTEIPHOTKaHHAsA MeMOpaHa
MEeX/y MaJIbIMI TIOJIOBBIMM TY6aMM, epeKpbIBaloIasn
npenaBepue Baaranuia u yperpy. ®@opmyna nomoboro
pasutus no Tannepy: Ma0 Ax0 PO Me0. Ha ocnoBa-
HIY Pe3yNbTAaTOB TMHEKOIOTMYECKOTO OCMOTpa MOCTaB-
TIeH 3aK/IIOYUTEe/IbHBIN AMAarHO3: CMHEXMY MaJbIX IO/IO0-
BBIX I'Y0.

ITox MecTHBIM 06e300MMBaHIEM BBIIIOTHEHbI paccede-
HUe CUHEXMII MajblX IOMOBBHIX Iy6, o6paboTka Mecta
onepanyuy 0,05%-HbIM BOJHBIM PaCTBOPOM X/IOPTEKCH-
IVHa OUITIOKOHATa. B cTaluoHape IpoBOAyIach exe-
IHeBHas1 06pabOTKa KpeMOM C MUKPOHU3UPOBAHHBIM
actpuonom (OBectuH). Yepes mecsThb [fHe OTMEYAIOCh
Y/IydIIeHIe COCTOSHMA: JUCKOMPOPT IIpU MOYEUCITYCKa-
HUM ¥ TUTMEHNYECKUX NIPOLeypaxX Hapy>KHbIX ITOJIOBBIX
OPraHOB OTCYTCTBOBAIL.

ITockonbKy /flaHHasA IATOJOTUA He O KOHILA M3yde-
Ha, CJIOXKHO CKa3aThb, KaKle OCTI0XXHEHNUsA CO CTOpO-
HBI PeIPOAYKTUBHON QYHKIVV OKUAAOT MALUEHTKY
B OypmymeM. CUHeXUM MasbIX ITOJIOBBIX Iy — YacTuU4-
HOe MM TIOTHOE CpallleHye MOTOBOJ LieNN U3-3a ar-
ITIIOTMHAIVY MOJIOBBIX I'y6 10 cpenHeil wenu. B me-
OVaTpUM PACHPOCTPAHEHHOCTDb [JAHHON IAaTONIOTUM
coctasnseT 1,8%. OCHOBHOJ aTOT€HeTUYECKOI PN -
YYHOJ pasBUTUA CUHEXUJ IONOBBIX Iy0 ABIAETCA
HU3KOE COflep>XKaHle 9CTPOreHa Y [IeBOYEK [[0 LIECTH
net. B 60/nbIIMHCTBE ClTy4aes [/ JAHHOM MATONOTUU
XapaKTepHO 6eCCMMIITOMHOE TedeHMe, HO BO3MOXHO
pasBUTHE Psfia OCTIOKHEHMIT: HApYIIeHye CBOOOXHOTO
MOYENCIYCKaHNA, OCTpas 3afep>kKa MOYY, MHPEKIN
MOYEBBIBOJALINX IyTeil 1 By/n1bBoBaruHUT [12]. Cs-
3aHHOE C BO3PAacTOM OTCYTCTBME BIMAHMUA 3CTpOTe-
Ha acCOLMMPOBAHO C TOHKMM 3NMTENNEM BIaraanina
/1 HEVITPA/IbHOV KUCIOTHOCTBIO CPEMbL, YTO IIPUBOLUT
K Ype3MepHO OBICTPOMY POCTY YCIOBHO-IIATOT€HHO
Mukpodnopsr [13].

MOo>XHO NpeANONOXUTD, YTO Y JAHHONM MAaLMEHTKN pas-
BUTIUE CUHEXWIT Ma/IbIX IOJIOBBIX Iy6 06yCIOBIEHO AuC-
IUTa3yeN COeVHNTE/IbHOV TKaHM, XapaKTePHO /1A JaH-
HOTO CMHJpOMa.

JddekTuBHaA hapmarorepanua. 35/2024



Bbieop

CunpgpoM Maiipe — KpailHe pefKMUil CUHJPOM, AN
KOTOpPOTO XapaKTepHO MY/JIbTUCUCTEMHOE IOpaxe-
Hye GONPUIMHCTBA OPTraHOB M CUCTEM OpTaHMU3MA.
JaHHBI KIMHUYECKNI CIy4Yall HAaITANHO IEMOHCT-
pupyeT HeOOXORAMMOCTb MEXAUCIUIIINHAPHOTO

KNMHNUeCKkaa npakTuka

MOAXO0Ma K AMATHOCTUKE U JTeYeHNI0 3a00/MeBaHuA.
KpoMe Toro, Ba)xHO pacIpoCTpaHATb 3HAHUA O pefi-
KOJl HacC/le[JCTBEHHOJ IAaTONOTUM CpeAu Bpadeln
Pa3NUYHBIX CHelMaAbHOCTEN A/NA CBOeBpEeMeHHOI!
AMATHOCTUKM ¥ HOF60pa CHMMITOMATUIECKOI Tepa-
OUn.
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Myhre syndrome is an extremely rare genetic disease of connective tissue characterized by multisystem

lesion, progressive and proliferative fibrosis, mental retardation. The pathogenesis is based on a mutation

of the SMAD4 gene, which leads to the proliferation of abnormal fibrous tissues. The main manifestations

of pathology are growth deficiency, peculiar facial features (short eye slits, hypoplasia of the middle third,
prognathism), mental retardation, lesions of the musculoskeletal system, ophthalmological disorders,
sclerodermic manifestations, hearing loss, pathology of the cardiovascular, respiratory system and other
organs and systems. Etiotropic and pathogenetic therapy has not been developed at the moment, treatment

is exclusively symptomatic.

The presented clinical case of a patient with Myhre syndrome clearly demonstrates the need for an interdisciplinary
approach to the diagnosis and treatment of this disease. It should also be noted the importance of spreading
knowledge about rare hereditary pathology among doctors of various specialties for timely diagnosis and selection
of symptomatic therapy.

Keywords: Myhre syndrome, growth deficiency, SMAD4 gene, clinical case, gynecology, synechiae
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