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COCJIQBIIIXCH Ha JOPOT'OBU3HY HMCCJI€eJOBAHUA U OTCYTCTBUE
IIOHMMAaHUuA BJIMAHUA PE3yJJAbTaTOB Ha HaJII)HeIU/IIlIyIO Tepa-
IINIO. POHI/ITe.TIHM IIpegIoxeHo O6paTI/ITBC5{ B MEIUKO-
T€eHEeTUYECKYI KOHCYJbTAIlUIO.

Takum o00pasoM, ceMbHu, HMeEIOIHe O00Jb-
Horo pebenka c¢ IIKB, HyxXpawooTca B MeIUKO-
reHEeTUYECKOM KOHCYJIbTUPOBAHUN, TAK KaK C IIOMO-
IIBI0 MOJIEKYJISIPHO-TEHETUUYECKON MAUATHOCTUKU
BO3MOJKHBI YTOUHEHVE M'eHeTUYeCKOM (popMbI 6o1es-
"u (AJIIIKB unu APIIKB) u omeHKa pucKa posKae-
HUs 60JILHOTO pebeHKa IPH IOCTIeAYIOITNX OepeMeH-
HOCTSIX, IIPM KOTOPBIX II€JIECOO0Pa3HO IIPOBEIECHIE

nperaranbHoil J[IHK-nmarsoctuku. YpesBhruaitHO
Ba’KHBI DTUYECKUE acCHeKThI. IIpu yJIbTPasBYKO-
BOM OOHapY'KE€HUU KUCTO3HOTO M3MEHEHUS II0UYEK
ILJI0A, IIYCTOTO MOUYEBOTO IIy3bIPs, JIETOYHOM TUIIO0-
naasuy Ha (oHe BHYTPUYTPOOHOI rumorpoduu, a
TaK’Ke BBICOKOT'O YPOBH:A 0-(DETONMPOTEMHA M MAaJo-
Bomusa (17—20-a HemessA recranum) ciaenyeT UHMPOP-
MUPOBATH POAUTEJEH O HeOGJIATONMPUATHOM HCXOIE
3a0oJieBaHUA, OTCYTCTBUU d(P(HEKTUBHOrO JIeUeHUA
ATO¥ MATOJIOTUU B HACTOSAIEe BPeMs U 00CYIKIaTh
BOIIPOC O I1eJIeCO00PAa3HOCTH AaTbHEHIIIEero coXpaHe-
HUA UJIU IPepPhIBaHUA 6ePEMEHHOCTH.
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HbIe KJINHUYECKNe MPU3HAKYU 160 6eccumnTomMubl. OHAKO B Psifie CIy4aeB KeHI[UHBI MOTYT HMETh
BBIPA’KeHHbIE MPOSABJICHUI CHHAPOMA: BCTPEUAIOTCSI MaKPOCOMUsi, MaKpouedams, runepreIopusm,
MIMPOKUI U B3AEPHYTHIH KOHYUK HOCA, MAKPOCTOMUS, BBIIAIOIUIICA BIepe/ M0 00POJOK, THIIOIJIA-
33U HOI‘Teﬁ, ROII‘IP[ROBI)Iﬁ ROCTHLIi'[ IIPUOATOK, JOIIOJHUTEJJbHBIEC TIOACHUYHBIC U I'PYAHBIE€ IIO3BOHKH.
OmnucaHpl TaKk:Ke BBICOKHI POCT, IPy0ObIe YePTHI JINIA U CHUKEHHBIH NHTEJJIEKT, UMEIOTCS JaHHbIE O
CKJIOHHOCTH K Pa3BUTHIO 3JI0KAYe€CTBEHHBIX HOBOOOpa3oBaHmii. [loka3aHo, 4T0 yMeHbIICHNE AKTUB-
HoCTH OesKa riaunukana-3 Ha 43% mpuBoguT K passutuio penoruna cuagpoma Cummncona—Tomadu—
Bemensa y reTepo3UroTHHIX KEHIIMH-HOCHUTEXbHHI MyTamnuii. IIpegcraBieHo co6cTBeHHOE HAOJIIO-
meHue meBouku ¢ cuHapomoMm CumncoHa—Ioma6u—Bemensi, y KOTOpoii BBIABJI€HA HelporeHHasa
nuchyHKIUSI MOYeBOro my3sIps. JlaHHas MaTOJOrUs paHee He ONMKCAHA Yy [IeTeil ¢ BhIIIeYKa3aHHBIM
CHHIPOMOM H IPEICTABJISIET HHTEPEeC C TOYKU 3PeHUsI KIMHHYECKOro TeYeHus, 0COGeHHOCTel Tepa-
IIUU U BeIeHN s pe0eHKa ¢ TAaKOH MaToJIOTHEe.

Knrouesvie cnosa: demu, cundpom Cumncona—I'onabu—Bemens, zen GPC3, cHuxdcenHue unmeaniexkma,
KOMNJEKC JUUEBbLX MUKPOAHOMANULL, OUCYHKUUOHALbHLIL MUN MOYeUCNYCKAHUL, HOKMYPUS, IHYDE3.

The article represents a clinical case of the Simpson—Golabi—Behmel syndrome in the girl. Girls
who are the heterozygous bearers of the mutant gene GPC3 typically have minimal clinical signs
or asymptomatic. However, in some cases, women can have pronounced manifestations of the syn-
drome, such as: macrosomia in some cases, macrocephaly, hypertelorism, broad and tip-tilted nose,
macrostomia, jutting chin, hypoplastic nails, coccygeal bone appendage, and additional lumbar
and thoracic vertebras. They may also be described as tall, with coarse facial features and reduced
intelligence; there is evidence of propensity for the development of malignancies. It is proved that
the decrease in activity of the glypican-3 protein by 43% leads to the development of the phenotype
Simpson—Golabi—Behmel syndrome in heterozygous female carriers of mutations. The authors
submitted their own observation of the girl with the Simpson—Golabi—Behmel syndrome, which
revealed neurogenic bladder dysfunction. This pathology has not previously been described in chil-
dren with the above syndrome and is of interest in terms of the clinical course, treatment and man-
agement features of a child with this pathology.

EAMATPUU

Key words: children, Simpson—Golabi—Behmel syndrome, GPC3 gene, decreased intelligence, complex

Cungpom Cumicona—I'onabu—Bemensa I tuma —
X-cuemnaeHHoe 3a0oJieBaHNUE, COIIPOBOKIAIOIEECS
TUTAaHTU3MOM, HapyIIeHueM HWHTEJJIEKTa U Xapak-
TePHBIM KOMILIEKCOM MHuKpoanoMmanuii. CuaIpom
Cumicona—Tomabu—bBemensa moaydma cBoe HasBa-
HUe 10 UMEeHU TPeX He3aBUCUMBIX MCCJeI0BaTe e,
BIIEPBBIE ONIMCABIINX JaHHOe 3a0oaeBaHue. HacToTa
MaToJIOTUU He yCTaHOBJIeHAa. B jimTepaType ommca-
HbI 00Jiee 130 GONBHBIX C JAHHBIM CUHIPOMOM.

B macrosiIee BpemMs U3BECTHO BA TeHA, MyTaI[UN
B KOTOPBIX BeayT K cuuaapomy Cummncona—Tomabu—
Bemens I tunna — GPC3 u GPC4. BoJIbIIIMHCTBO CJIIy-
yaeB cuuapoma Cumincona—Tonabu—Bemens I Tuna
o0ycioBaeHo myTanuamu reia GPC3, pacmoosKeH-
HOTO Ha IJIWHHOM ILJIeYe XPOMOCOMBI X, B yUacCTKe
Xq26. I'ea GPC3 cocTouT n3 8 sK30HOB, €r0 pasMep
cocrasasdeT okoyio 500 000 mu. 'er GPC3 Komupy-
eT 0eJIOK TININKAH-3, KOTOPBIN (QPYHKIIMOHUPYET
KaK pPelenTop Ha MOBEPXHOCTU KJIETOK, ITO3BOJISIO-
I PeryJupoBaTh KJIETOUHBLIN OTBET Ha (paKTOPbI
pocta. Myramnuu B reie GPC3 npuBOAAT K HapyIle-
HUIO PETryJaANUY TJINIUKAHOM-3 KJIeTOUYHOT0 OTBETa
Ha QaKTOPBI POCTA, YTO BeAeT K YBEJIUUYEHUIO IPO-
audepanuu KJIeTOK, IPeapaciIoioKeHHOCTH K BO3-
HUKHOBEHHUIO HOBOOOPAa30BaHUU, (POPMUPOBAHUIO
denoruna curgpoma Cumncona—I'onabu—Bemens I
tuma [1].

B reuae GPC3 6b1y1u HalijeHbI JeJIeI[UN NI TOY-
KOBBIe MyTaluu, (opMupymooinue (PEeHOTUII CUH]I-
poma Cumncouna—Tonabu—Bewmesns I Tuma, mpu sToMm
0oJiee IIOJIOBUHBI JeJIel[nil 00HAPY KeHbI B 9K30HE 8,
B TO BpeMsA KaK OOJIBIIIMHCTBO TOUKOBBIX MYTAI[MI

facial microanomalies, dysfunctional type of urination, nocturia, enuresis.

BBISIBJIEHBI B 9K30HEe 3. B rene GPCJ3 He 00HAPYKEHO
«rOpAYMX TOUEK» MyTareHesa, He HAWAEHO TaKIKe
KOppeIAnunii JIOKAJIN3AlUN 1 TUIAa 00HAPYKEeHHBIX
myTainuii ¢ peHoTUunoM mamuenTa [2].

B peaxux cayuasx cuHapoMm Cumicona—
Tonabu—Bemena I Tuma cBa3aH ¢ MyTalUAMU reHa
GPC4, xoTOpBIii cOCTOUT U3 9 SK30HOB U PACIIOJIO-
JKeH B HeIoCpeACTBeHHO# O0yim3octu ot rena GPC3,
NpuUMBIKasA K ero 3’-KoHIly. [ymnJauKamuu 35K30-
HOB 1-9 rena GPC4 MOryT BBI3BIBATH CHUKEHIE
skcmpeccuu reHa GPC3, 4To Tak:ke HPUBOAUT K
dopmupoBanuio (emoruma cuHapoMa CuMIICOHA—
Tomabu—Bemesna I Tuma [3].

WsBecren Takxke cuuaapom Cummcona—Tomabu—
Bewmens II Tuma, KOTOPBIi BHI3LIBAETCA MYTAIIUAMU
B reie CXORF5, xapTUpOBaHHOM B yuacTKe Xp22
u cocrodAiieM u3 23 3K30HO0B [4]. Kiinuuueckas Kap-
tuHa Il TMIIa cCMHAPOMA OTJIMYaeTCA TAMKEIBIM Teue-
HHEeM ¥ BBICOKOI YaCTOTON HEOHATAJbHOI CMepT-
HOCTH.

IlepBrie mnpusHaku cuagpoma CumIicoHa—
Tonabu—Bemena I Tuma MOKHO 3aIllOfO3PUTH eIlle
BHYTPUYTPOOHO, HAUMHAA CO CPOKa OepeMeHHOCTU
16 memens. Mo:xkHO HabII04aTh MHOTOBOAE, MAKPO-
COMUIO, BUCIIEPOMETaJnio, KpaHuo-(anuaabHbIe
aHOMAJIUM, aHOMAJUMU II0YeK, IOJUJAKTUJINIO,
nuadparManabHble TPHIXKU NPU YJIBTPA3BYKOBOM
WCcCJeIOBAaHUU TJI0oIa. Bec HOBOPOMKIEHHBIX MOKET
mocturath 5900 r u Gosee. B mepuome HOBOPOIK-
IeHHOCTH MOTYT HaOJMIOZaThCA YIpPOKaeMble IJId
JKMBHU COCTOSHUSA — TMIOTJIINKEMUSI U OOCTPYKITUU
OBIXaTeJbHBIX IIyTel. B gajbHeNIeM IOKasaTean
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IJIUHBI TeJia, MAacChl ¥ OKPYKHOCTU TOJIOBBI IIpe-
BBIIIIAIOT BO3PACTHYIO HOPMY Ha 2—3 CTaHIapTHBIX
OoTKJIOHeHUA. [lo maHHBIM JuTeparypsl [5], AauHa
TeJia B3POCJBIX C JaHHBIM 3a00IeBaHMEM HpPeBhIIia-
ga 97-11 meHTHJb U cocrasisaa or 188 mo 210 c.

OCHOBHBIMU IIPU3HAKAMM CUHIPOMA SBJISIOT-
cA Makporedaans W XapaKTepHble UepThl JIUIA
(rpyOble UuepThl, aHTUMOHTOJIOUTHBIN paspes ryas ¢
TUTIEePTEIOPU3MOM, SIUKAHT, KOPOTKUHN MIMPOKUMI
HOC C INMUPOKOI TJIOCKOHW IIEPEHOCHUIleNl U B3Aep-
HYTBIM KOHUYUKOM, OOJBIION POT, MaKpOTJIOCCHU,
KOPOTKadA y3aeuKa A3bIKa, BLICOKOE HEDO, CpemmH-
HadA 60po3IKa Ha HUIKHel rybe, IIMPOKas BHICTYIIA-
oInas HUKHAA YeiocTh). Kak mpaBmio, BeTpeda-
IOTCS aHOMAJUU Pa3BUTUS OMOPHO-ABUTATEIHLHOTO
anmapara, BKJIouatomue cuHgaktuanio II wm III
MajablleB KUCTeH U CTOMH, MOJUTAKTUIUNIO, IITUPO-
Kue I manbnel Kucteidl m ctom, cuHOCTO3BI IT-TIT
HIeHHBIX TTO3BOHKOB, INIEliHbIE pedpa, T00aBOUHBIN
MOSICHUYHBIN IT0O3BOHOK, AHOMAaJUMW KPECTI[OBOTO
¥ KOIMUYUKOBOTO OT/[EJIOB ITO3BOHOUHMNKA, BOPOHKO-
obpasHyo medopMaIiuio rpyaHoii KiaeTku. K 6osee
PeIKUM CHUMIITOMaM OTHOCSAT pacIleJuHbl BepX-
Hell TyO0BI u HEOA, MOPOKUW DPA3BUTUA CEPIEUHO-
COCYAMCTOI, MOUEBBIAEJIUTENbHON, I€HTPAIbHON
HEPBHOM CHCTEeM U JKeJyAOUHO-KHUIITEeUYHOTO TpaKTa.
Cpeau amomasnii MOYEIIOJIOBOM CHCTEMBI BCTpeda-
I0TCs He(ppoMeraaus, IOJUKHUCTO3 MTOUYeK, YABOEHIE
TMMOYEeUYHO! JIOXaHKHU, JOJbUaThie MOYKU, THUIIOCIIAa-
aua u ap. O0Iuii BUA HarmueHToB «0yaIbaoroobpas-
HBIfI», B CBA3YW C UeM OSHUM M3 CUHOHMMOB Ha3Ba-
HuA cuHgpoma Cumncona—-Tomabu—Bemensa aBisa-
eTcsA «CUHIPOM OyJIbIoTa».

HdaHHBI CHHIPOM OTHOCUTCA K TpymIie 3a0o-
JeBaHUH C TMIPeAPAaCHOIOKEeHHOCTHI0O K PAa3BUTHUIO
3JI0KAQUeCTBeHHBIX HOBOOOpasoBaHUii. HacToTa pas-
BUTHUSA ONMyXO0Jeli, IT0 JaHHBIM JUTEePaTypPhbl, COCTaB-
aset 10% , 6oabiuHCTBO UX HUX (94% ) TOoKaIM30-
BaHBI B a0JOMUHAJIbHOM 00JIaCTH U SIBJIAIOTCSA 3JI10-
KauecTBeHHBIMU. HauboJjiee 4acTo perucTpupyoTCs
ommyxoJib BusibMca, rematodaacToMma, HeHpo6IacTo-
Ma HaAIIOYeUHMKa, ToHamo0lacToOMa U TemaToes-
JIIOJIApHaa KapruaoMma [6].

J1eBOUKU-TEeTEePO3UTOTHLIE HOCUTEJIbHUIIBI
mMyTaHTHOTO reHa GPC3, Kak TpaBUJIO, UMEIOT
MUHUMAaJbHBIE KJIMHUUYECKUE TNPU3HAKU JUOO
BOOOIIle He UuMEIOT CHMIITOMOB 3a00JieBaHUA.
OpHako B psafe CaydyaeB KEeHIUHBI MOTYT UMEThb
BbIpaKeHHbIe IIPOABJEHUS CUHAPOMA: BCTpeda-
I0TCA MaKpocoOMUsA, MakKpoliedanus, TUIepTe-
JOpW3M, ITUPOKUHN ¥ B3AEPHYTHIN KOHUYUK HOCA,
MaKpOCTOMIUS, BBIAAIOIUNACA BIepe] I0a160POI0K,
TUIIOILJIA3WA HOTTEH, KOMYMKOBBIA KOCTHBIN HPU-
IaTOK, OOMOJHUTEJIbHBIE MOACHUUYHBIE U TPYI-
Hble TMO3BOHKM. OmMMCAHBI TaKiKe BBLICOKUI POCT,
rpyOble UepThl JINIA W CHUKEHHBIA WHTEJJIEKT,
WMeIOTCSA JaHHBbIe 0 CKJIOHHOCTH K Pa3BUTUIO 3JI10-
KavecTBeHHBIX HOBoOOpasoBaHuii. J[oKasaHO, UTO
yMeHbIIIeHe aKTUBHOCTH OeJiKa TIHNInKaHa-3 Ha
43% UpPUBOAUT K PasBUTHUIO (heHOTHMIA CUHIPO-
ma Cumncona—Tonabu—Bemens y reTepo3suroTHBIX
SKeHITUH-HOCUTEJbHUI[ MyTaluii. ¥YCTaHOBJIEHO,

uT0 B hopMUPOBaHUY (DEHOTUIIA CUHIPOMA ¥ TAKUX
JKeHIITUH UTPAIOT POJIb OCOOEHHOCTY MHAKTUBAIIUN
xpomocombl X. Tak, HanboJiee BbIpaKeHHbIe KJIM-
HUYeCKUe MIPOABJIEeHUA CHHAPOMA Y JUII KeHCKOT0
moJia BOBHUKAIOT B pe3yJibTaTe He6JIaronpuATHOTO
cIBUTa MHAKTUBAIIUU XPOMOCOMBI X, TPU KOTOPOM
B KJeTKaX KeHIIUHBI IIPeNMYIeCTBeHHO aKTUBHA
xpomocoMa X ¢ myranueii [7].

Huarnoctuka cuaapoma Cumncona—Iomabu—
Bewmens I Tuma ocHoBaHA Ha TeHeAJOTUYECKUX JaH-
HBIX, YKa3bIBAIOIINX HA X-CIeTJIEHHBIN THUIT HaCJIe-
IOBaHUS, KIMHUUYECKUX MIPOABJIEHUAX, Pe3yabTa-
Tax (PYHKIMOHAJLHBIX METOMOB (9XoKapamorpa-
¢dusa, yIABTPa3BYKOBOE UCCJIEIOBaHME OPTaHOB
OpIOIITHOI IIOJOCTH W TIOUYEK) W MOJEKYJISIPHO-
TeHeTUYECKOT0 TeCTHUPOBAHUSA — OOHAPYKEHUU
myranuii B reHax GPC3 u GPC4. Ha nepBoM arame
MOJIEKYJIAPHO-TEHETUUYECKOTO TEeCTHUPOBAHUA Y
OOJMBLHBIX TPOBOAAT aHANNU3 II0CIEeT0BATEIHLHOCTHU
reaa GPC3 c 1eabio MOMCKA TOUYKOBBIX MYTaI[Wi.
Eciu mociaemHue He O0HAPY!KEHBI, TO HPOBOAAT
aHanus gesenuii/aynaukanuii rema GPC3. Ilpu
OTCYTCTBUM TAKOBBIX Ha CJIEAYIOIIEM STale IPOBO-
IAT aHAJIU3 AeJelnuii/nynaukanuii rena GPC4.

Jleuenune 3aboJieBaHUSA CHUMIITOMaTHUYECKOe.
IIpodpunakTKa OCHOBAHA HA MeIAUKO-T€HETUUEC-
KOM KOHCYJIbTHPOBAHUU U HpPEHATAJILHON AMarHo-
cTuKe. B ceMelHBIX cayuanax 3a60IeBaHUA MaTh IIPO-
GaHJa ABJIAETCS 00JIUTaTHOM HOoCUTeJIbHUIlel. Ecan
mpobaHa — eINHCTBeHHBIN 00JbHON UJIEeH CeMbH, TO
BO3MOJKHBI [[Ba BapuaHTa: B IIEPBOM — MATh ABJIA-
eTcs HOCUTEJIbHUIIEH, BO BTOPOM — IIpobaH mMeeT
myraiuio de novo. BepoaTHOCTS mepemauy My Taruu
MaTepblo-HOCUTEJbHUIeH pe0eHKYy Npu KayKIou
6epemenHocTu coctaBiaseT 50% . BoabHOIT My:KUM-
Ha TepefaeT MyTAIlIO BCEM CBOUM J0UYepPAM, HO HU
onHOMY M3 ChIHOBe#. IIpeHaTasbHasd TUarHOCTUKA
BO BpeMs O0E€pPeMeHHOCTU MOKET OCYIIeCTBIATHCS
¢ TIOMOII[BIO0 OMOIICUY XOPWOHA JU0O0 KOPAOIleHTe3a
C TIOCJeAYIOIUM OIIpeJeieHueM MYTAIluii TeHOB
GPC3 unu GPC4.

IlpencraBasiem cobGcTBeHHOe HaOJIOIeHUE
neBouku ¢ cuaapomoM Cummcona—Iomabu—Bemesns,
Y KOTOpOil BBIABJIEHA HeWporeHHas MUCHYHKITUA
MOUEBOTO My3bIpA. [laHHas MMATOJOTUA paHee He
oIrcaHa y AeTel ¢ BBINIeyKa3aHHbIM CUHAPOMOM U
TpeACTaBJIsIeT WHTEPEeC ¢ TOUKM 3PeHUd KINHUUE-
CKOT0 TeUeHUsI, 0OCOOeHHOCTell Tepanuu U BeAeHU
pebeHKa ¢ TaKoIi IaToJOoThet.

Amnna K. 2002 r.p., moctynuia B oTAeJIeHe HACJIE-
CTBEHHBIX U HpUOOpeTeHHBIX OosesHeit mouek HUKU
neguatpuu 'BOY BITIO PHUMY um. H.U. ITuporosa M3
P® B Bospacte 11 jer ¢ KamobaMu HA HOUHOE U JHEBHOE
HeJepXaHne MOYM, MMIIepAaTUBHBIEC IIO3BIBBI Ha MOYe-
WCITyCKaHWe, HapyIlleHlNe IIOBeJeHUA B BUAE IOBBIIIEH-
HOl pasapasKUTEeJbHOCTH, IJIAKCUBOCTU, HEYCTOMUYUBO-
CTH HaCTPOEHU B TeUeHne CYTOK. Panee Y A€BOYKHU OTME-
HaJIMCh 4aCTO PEIMUAVUBUDPYIOIIIEe MUCTUTEI.

W3 amamMHesa M3BECTHO, UTO pebeHOK poxuicsa ot II
OepeMeHHOCTH, IpPOTeKaBIeil ¢ anemuei I cremenu, Ha
¢oHE Yrpo3bl IpepbIBaHUs 0epPEeMEHHOCTH Ha BCEM IIpPO-
raskenuu. Poger 11, 6eicTphie. Bec mpu poxaenuu 3500 r,



nnavHa 54 cm. Ha 3-u CyTKU JKU3HU Y AeBOUYKU OTMeYasics
CYOPOYKHBIN CUHIPOM, B CBA3H C YeM PeOeHOK OBLI mepe-
BeZleH B PeaHMMAIMOHHOE OT[eJIeHue, T TOJydas Ipo-
THUBOCYZOPOKHYIO U CEeJaTHUBHYIO Tepanmuio. Ha mepBoMm
TOy *KU3HU pebeHOK HaOI0faica Y HEBPOJIoTa C JUaTHO-
30M: mepuHaTtanbHoe mopaskenue ITHC rumoxcuueckoro
remesa, CUHAPOM BHYTPHUUEPENHON T'MUIIEPTEH3UU, CYIO0-
POKHBIN CUHIPOM, CUHIPOM ABUTAaTEJIbLHLIX HAPYIIICHUA.
BrepBble MOUEBO#l CHHAPOM B BHE PEIUANBUPYIOIIEH
JIeUKOIUTYPUN OBLI BBIABJIEH B 3-JIETHEM BO3pacTe, C
ATOTO BpeMeHU y pebeHKa OTMEeUYaITCA HOUHOE U JTHEBHOE
HeJep)KaHusa MOYM, MMIIePAaTUBHBIE MOUYEUCIYCKAaHUA.
ITonyuana Kypchl JiedeHUsI aHTUOUOTUKAMU U YPOCEIITH-
KaMHU C IOJIOKHUTEIbHBIM 3(h(heKTOoM.

ITpu mocrymienuu B mae 2014 r. B oTAe/ieHre HACTEI-
CTBEHHBIX U NPUOOPETeHHBIX Ooje3Heil mouek HUKN
neguatpuu 'BOY BIIO PHUMY wum. H.M. ITuporosa
M3 P® cocrosinme paclieHMBaJIOCh KaK CpefHel TsKe-
CTHU II0 OCHOBHOMY 3aboseBaHMno0. Pu3nyecKoe pa3BUTHE
BEICOKOe: Bec 52 Kr (>95°/00), poct 162 cm (>95°/00).
Obpamiaior Ha ce0sA BHUMaHUE CHU)KEHUE WHTEJJIEKTa,
xpoHnueckue ad(GeKTUBHBIE PACCTPOMCTBA, ayTUCTUUE-
CKUe YepThl JUYHOCTH, KOMILJIEKC JIMIEBBIX MUKPOAHO-
MaJui, B T.4. 'py0Oble UYePThI JUIA, SITUKAHT, KOPOTKUH
HIUPOKUI HOC C IJIOCKOH IIepeHOCUlledl U B3EePHYTHIM
KOHUMKOM, OOJBIIION POT, MAaKPOTIJIOCCUS, KOPOTKAad
y3IeuKa A3bIKa, KPYIHBIA MOA00PONOK. BBII 3amomo-
spen cuugpom Cumncona—Tonabu—Bewmens. IIpu reme-
TUYECKOM WCCJIEJOBAHUN B MOJIEKYJISIPHO-T€HETUUECKOH
naboparopuu «I'eHOMen» y DEBOYKU METOAOM XPOMO-
COMHOTO MUKDPOMATPUUYHOTO aHAJIM3a BBHIABJIECHA IYILIU-
Kanua (reHoMHasA Jokanmsamus: Xq26.2, 133086008-
133090740; pasmep: 4732 mH), 3aTPOHYBIIIasg 9K30H 2
reua GPC3, myranmuum B KOTOPOM CBSA3aHBI C CHUHJI-
pomom Cumncona—IT'onabu—Bemensa I tuma. amHasa
MyTalus Oblja BbldBJIeHa BiiepBblie. Kpome Toro, y pebeH-
Ka BBISABJIEHA HECIyUaiiHasd NHAKTUBAIA XPOMOCOMBI X,
caBur X-UHAKTUBAIUU cocTaBua 6osiee 80% .

OCHOBHBIME KajIo0aMu Ha MOMEHT OCMOTPa SBJIS-
JINCH €KeJHEBHBIN 9Hype3, NTHEBHOE Heqep)KaHue MOYWH,
UMIIepaTUBHBIE IIO3BIBBI HA MOUYEMCHYyCKaHUA. B Kiu-
HUUYECKOM aHaJIM3e MOYU IATOJOTUU He BbIABIEHO. IIpu
V31 moueKk W MOYEBOTO IY3LIPSA OOHADPYIKEHBI ITOBBI-
IIeHre TOABUKHOCTY IIPABOM MMOYKMW, HNPU3HAKYN HeH-
POTeHHOH AMCHYHKIIUM MOUEBOTO TY3bIpA (YTOJIIEeHUE
CTEeHKU MOYEBOTO IIy3bIPA, YMEPEHHOE KOJUUECTBO OCTa-
TOUYHOM Moun). PUTM Moue-uciyckauus: 7—8 pas B CyTKU
co cpenHeaPGeKTuBHBIM 0o0beMoM 132 mu. OTmeuanunch
mpeo0JiajaHe HOYHOTO Auypesa Haj aHeBHbBIM (52% oT
CYTOUHOTO) U CHU’KEHNE HOYHON OCMOJIIPHOCTH MOYH,
YTO KOCBEHHO YKa3hIBAJIO HA AePUIUT aHTUAUYPETH-
yeckoro ropmoHa (A/T). Ilpum ypodioymeTpuueckom
HCCJIeOBAHUY Ha ypoaumHaMudeckoi cucteme Medtronic
(CIITA) ormeuasica (PPaKIIMOHHBIN TUI MOUYEUCITYCKAHUA
¢ HasmuueM ocrarounoi mouu — 30 mu (puc. 1).

Ha perporpagHoil IHMCTOTOHOMETPHUU OTMeEYaJNCh
CHU)KEHUE I[UCTOMETPUYECKOTO 00'beMa MOUYEBOTO IIy3hI-
pa (126 mut), BEICOKOE BHYTPUNY3BIPHOE AaBJieHUe 6oJiee
30 cm H,0 (puc. 2). Bolr guarsocTupoBaH runeppediex-
TOPHBIN, HEAJATITUPOBAHHBINT MOUEBOM ITy3HIPh.

Ha ocHOBaHUM KOMILIEKCHOTO OOCJIEIOBAHUSA PEOEHKY
OBLI TIOcTaBJieH AmarHo3: cuHapoM Cumncona—Iomabu—
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Puc. 2. Perporpaguas nucroronomerpus Auusi K.

Bemensa 1 tuna; HeliporenHada AUCHYHKIIUSA MOUYEBOTO
ny3bIpA; AUCHYHKIIMOHAJIBHBIN THUII MOUYENCIYCKaHUA;
HOKTYPHUS; IIOBBIIIIEHNE IIOABUXHOCTN HpaBOﬁ IIOYKH.

Pe6eHKy IIPOBOAMJIOCE KOMIIJIEKCHOE JIeUeHHe:
Hansdas 0,1 mr/kr, Munupus — TabJIeTKU MOABAZBIU-
uele 120 mMr/cyr, HelipoMyabTUBUT. YiKe K 10-My AHIO
JedeHusdA oTMeduayiaCh IIOJIOMKHUTEJbHAA JUHAMUKA B BU€E
YMEHBIIIEHNs YaCTOTBI 9HYype3a A0 HEeCKOJBKHX pa3 B
HeOgeJll0, KYIIMPOBaHUA CHMIITOMOB JHEBHOI'O HeaepKa-
HUA MOYH.

Pamee oTAenbHBIME aBTOPAMU HCCJIETOBAINCH
0COOEHHOCTH WHAKTHUBAIIUU XPOMOCOMBI X y JIHI]
JKEHCKOT0 I10JIa ¢ KINHUYECKUMHU IPU3HaKaMU CUH-
apoma Cummncona—Tomabu—Bemens. Tak, S. Yano
et al. [7] onmcanu ceMbio ¢ TPEMSA IeTHMU C JaHHOM
maToJoruei, OgUH M3 KOTOPBIX JKEHCKOTO II0Ja
nMeJ Pa3BepPHYThie KINHUYECKNE TPOSIBICHUI CUH-
IpoMa, MaTh 9TUX OOJBHBIX OBIIA HOCUTEILHUIIEH
myranuu reaa GPC3, KoTopyio mepefajia BCeM TpeM
meraM. MaThb uMeJia OTJeJbHbIE CTePThIe IPU3HAKY
3a0oseBaHusa. Y 00JbHOI HoUuepu HAOIIOTAICT YMe-
PEeHHBIN He6JIaTOIPUATHBIN CABUT X-UHAKTHUBAIUH,
B CBA3W C UeM B OOJILIIIMHCTBE ee KJETOK Obliaa
aKTMBHA MYyTaHTHAs XpoMocoMa X, UYTO MpUBe-
JI0 K BBIPAKEHHBIM KJIUHUUYECKUM IIPOSABJICHUIM.
Y maTepu oTMeUaJsiach paBHASI X-UHAKTUBAIIUA, UTO
00'BbSCHSAJIO OTCYTCTBIUE y HE€ CUMITOMATUKH.

Y HabarogaeMoll HaMHU OeBOUYKH, TaK iKe Kak
y manmueHTKH, ommcaHHoii S. Yano et al., HebGua-
TONPUATHBIA CABUT X-MHAKTHUBAIIUN IPUBEI K
KJIMHUUYECKUM TPOABJIEHUAM B BUIE YMCTBEHHOMN
OTCTaJIOCTH, BBICOKOTO POCTa, CHEIU(MUUHBIX IJIA
cuaapoma Cummncona—TIonabu—Bemens uepemHo-
JINIEBBIX OCOOEHHOCTEMN.

Pamee ipu faHHOM ITAaTOJOTUH HE OMMCAHBI CIIY-
yay HeHPOreHHOW AUCHYHKIIUKM MOUEBOTO MIY3bI-
pa. Knunuuecku y Hareill GOJBHON OBIJI BBIAB-
JIeH TUC(YHKIITMOHAIBHBIN TUI MOYEHCIIYCKAHUSA C
HaTy;KuBaHueM B 2—3 mpuema. Ha ypodaoyrpam-
Me 3aperucTpUpoBaH (PPaKIMOHHBIN THUI KPUBOMU,
YTO YKas3bIBAJIO HA HEIOCTATOUYHOE pacciabieHue
ek MOUYeBOTO0 My3bIps. [Ipu PPaKIIMOHHOM TUIIE
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MOUYEHCITyCKaHUA y DPAAa OOJBHBIX OIpeJessdeTcs
TUIIEPAaKTUBHOCTD J€TPY30pa, YTO MBI HaOJII0LaIn
u y Hamre# nanueHTKH [8]. Onnucanve HepOreHHOHR
IUCOYHKIIMY MOYEBOI'0 Iy3bIpSA y pe0eHKa C CUH-
npomoMm Cumncona—T'osabu—Bemess BHOCUT BKJIA[
B mccieoBaHue (PeHOTUIINUEeCKON BapuabeIbHOCTH
3abojeBaHUA.

Oco0eHHOCTAMHU Tepamuu HeNpPOTeHHOM quc-
(GYHKIUKM MOUYEBOTO Iy3bIPsA IIPU CHHIPOME
Cumncona—Tosnabu—Bemesnsa saBigeTcsS IPOTUBOIIO-
KasaHVe K Ha3HAUYEHWIO (PU3MOTepameBTUUYECKUX
METOJI0OB JIeYeHUs, TaK KaK NMeeTCS BBICOKUH
PUCK Da3BUTHA OHKOJIOTMYECKUX 3aboJeBaHMI.
YuursiBas BeIipakeHHoe nmopaskenue ITHC y Harero
pebeHKa, HasHAUYeHUE KJACCUYECKUX IIPerapaToB
OKCHMOYTHMHWHA, TPOCHUA XJOPHAa He II0Ka3aHO,
TaK KaK 9TH IIpelapaThl MOTYT yCYyIr'yOUTH HEBPOJIO-
rUYecKVe HapylIeHus y nanueHTa. [IpmHUMad BO
BHUMaHVeE JUCOYHKIIMOHATIbHOE MOUYEHCITYCKAHNE Y
ManyeHTKY, KOTOPOoe 00yCJIOBIEHO HELOCTATOUHBIM
pacciabyieHueM IIeHKNM MOYEBOTO Iy3bIPA M3-3a
IUPKYJIAPHOA TUIOKCUY, IIperapaTraMy BbIOOpa
ABJIAIOTCA O-0JI0OKaTOPHEI [8, 9].

ITaToreneTnuecku Takoe JedeHUE OOBACHAET-
csl 0CODEHHOCTAMM PAaCIOJOKEHUA OOJBIINHCTBA
O-PeIleNITOPOB B ypeTpe U Ieiike MOYEBOI'O ITy3bI-
P4, a TaksKe HEKOTOPOU WX YacTu — B nepudepu-
YeCKMX KPOBEHOCHBIX cocyzax. IIpum HaszHaueHUU
0-6JIOKATOPOB CHUIKAETCA HAIPAKEHNe B INeiike
MOUYEBOT'O ITy3bIPA U CHUIKAETCA COCYJUCTHII TOHYC.
3a cueT yJIyUIIeHUS COKpAIlleHUA—pacciaabieHns

e KN MOUYEBOTO IY3bIPA IPOUCKXOTUT HOPMATIU3a-
1A IPOIlecca MOUEHCITYCKAHUA: TIOPIUY MOYU yBe-
JIMYUBAIOTCA 3a CUET YMEHBIIIEHUA 00'beMa OCTaTKa
MoOuH, yaydniaerca QyHKIIMOHUPOBaHUE AETPY30Pa,
MEKIY MOUEHCIYCKaHUAMU yBEJIUUUBAETCA CYXOi
IIPOMEIKYTOK.

YuursiBad KOMOMHAIIWIO HOUHON MOJIUYPUU U
CHIKeHUe HOUHOM OCMOJIIPHOCTU MOYU (KOCBEHHBIE
mpusHaku jJateHTHOro gedurura AIT) ¢ quchyHK-
IIMOHATLHBIM HAPYIIIEHUEM MOUYENCITYCKaHUsA, peOeH-
Ky ObLTa HasHaueHa KOMILJIEKCHAs Tepamus IIpema-
paramu Janbdas u Munupus. [{anpHeiiee Ha0I0-
IeHUe TOKa3aji0 XOPOIINN KJINHUYECKUHN 3(hdeKT B
BUJle YMEHBIIIEHUS YaCTOTHI SHype3a, KYIUPOBAHUA
CUMIITOMOB THEBHOTO HeIep:KaHWUA MOUYM, MCUE3HO-
BEHUA UMIIEPATUBHOTO MOUENCITYCKAHUA.

Takum o06pa3oM, OCOOEHHOCTBIO TaHHOTO
HaOJIIOeHUA ABJIAETCA TO, UTO (PeHOTUII CUHAPOMA
Cumncona—Tonabu—Bemensa pasBuicsa y HanueHT-
KU KE€HCKOTO T0JIa B Pe3yJIbTaTe COUeTAHUSA MYyTa-
muu B reHe GPC3 co ¢cIBUTOM MHAKTUBAIIUN XPOMO-
combl X. [Tomo6GHBIE ciyyay Upe3BbIUYAMHO PEIKU U
TMOUEPKUBAIOT BOBMOYKHOCTb PA3BUTUA Y AEBOUKU
CIIETIJIEHHBIX € TI0JIOM 3a00JieBaHUIT, HAOII0IaeMbIX
MIPEUMYIIECTBEHHO ¥ MYsKUMH.

Kpome TOro, HEOOBIUYHBIM SABJIAETCA HAJIU-
uyre y pebeHKa HEHPOTeHHON AUCHYHKIMU MOue-
BOTO TIy3bIPsA, He OMMCAHHOIN paHee IPU CUHAPO-
me Cumncouma—Tomabu—Bewmensa. O6Hapy:keHue y
IEeBOUKU MAHHOM MATOJOTUU MOIOJHAET 3HAHUA O
KJINHUYECKUX ITPOABJIEHUAX CUHIPOMA.
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