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" BiHHMUbKWI HaLLiOHAAbHUIA MEeAMYHWIA YHiIBepcuTeT iMeHi M. |. [nporosa

d 2KHIM «BiHHMLbKMIA 0BAACHUI KAIHIYHMI BUCOKOCTELLIaAI30BaHNI
——— E€HAOKPMHOAOTYHMI LEeHTP BiHHMUBKOT 06AaCHOT paam»

Cunyipom Jloypenca—Myna—bapae—bins — pizikicHe ayTocOMHO-pellecuBHe reHeTHuYHe 3aXBOPIOBAHHS, STKEe MOKEe CIIPUUN-
HUTH HU3KY MOJIIOPTAaHHKX MATOJOTIYHUX BUABIB, 30KpeMa MOTipilieHHs QYHKIIiif TOJTOBHOTO MO3KY, Oueil, HUPOK i KiHiiBoK. /o
OCHOBHUX O3HAK CHH/IPOMY HaJIeKATh AUCTPO(ist CITKIBKH, MOJIIAKTUIIiS, OKUPIHHS, TIIIOTOHA/IU3M, BPOJIKEHI aHOMaJIii HUPOK
i pogymoBa Bincranicts. Cunzgpom Jloypenca—Myna—bapue—binis Moke TakoK BUSBJISTHUCS iIHIIUMU BTOPHHHUMU aHOMAJTisI-
M, HATIPUKJIQJ], HOPYIIEHHSIM MOBH, 3aTPHMMKOIO MOBHOTO PO3BHTKY, aTAKCIEI, HEIYKPOBHUM /lia0eTOM, aHOMAJIISIMI PO3BUTKY
3y6iB. XapakrepHi ypaskeHHst 30pPOBOTO anapary — [irMeHTHUIT PETHHIT, HM3bKa FOCTPOTA 30PY Ta BTPaTa 30y, SIKa 4acTo BUHU-
Ka€ uepes 1nopyieHHs (hOTOPerenTopiB y TKAHUHI CITKIBKYM 3 YPasKEHHSIM KOBTOI IJISIMU, IO CIIOYATKY TPU3BOAUTD /10 HIYHOT
CJITIOTH, @ OTIM y GiJIBIIOCTI BUNIAIKIB — /[0 OBHOI CJIINMOTH. Y TAIIEHTIB 3 apXETUITHUM BUSIBOM cUHApoMy Jloyperca—MyHa—
Bapie—bBiuist oxxupinns Tyy6a € HOMITHO BUPA3HKM, HABITh SIKIO Maca Tijia mpy Hapo/pKeHHi HopMasibaa. Kpim Toro, y it
rpyni mamieHTiB nomupeHuii 1ykposuii giaber 2 Tumy. BiAMITHOI O03HAKOK CHHAPOMY € TIOCTAKCIalbHA IOJIIAKTUIIIS.
lNnoronaznsm, AKUil € YaCTUM BUSIBOM 3aXBOPIOBAHHS, HalluacTille iarHOCTYIOTh Y PAHHBOMY Billl y YOJIOBIKIB y BUTJISA/ MiKPO-
IeHicy Ta Tinoriasii s€4okK.

Haseneno xminiynuii Bunagok cunapomy Jloypenca—Myna—bapne—binns y xmomunka Bikom 13 pokis, skuit 3BepHyBCs 10
€HJIOKPUHOJIOTA 31 CKapramu Ha Ha/MipHY TIpPUOABKY MacH Tijia, 3HUKEHHS aM’sTi, OTipIIeHHst 30Dy, TPYIHOIII 3 HABYAHHSAM Y
IIKOJIi, 3aTPUMKY CTaTEBOrO PO3BUTKY. J[0/ATKOBI 0OCTEKEHHS Al 3MOTY BCTAHOBUTH HasiBHICTH cuHApomy JloypeHca—Mymna—
bapue—binns.

Kmiouosi cinoBa: cungpom Jloypenca—Myna—Dbappe—bins, oxnpinis, mirMeHTHIN PeTHHIT, iMOroHaIM3M, PO3yMOBa Bij-
CTAJICTB.

Cunzgpom Jloypeaca—Myna—bapne—bians — pin-
KiCHHUIT aBTOCOMHO-PETIECUBHUN PO3JIajl, SKUH XapakK-
TEPU3YETHCS KJIHIYHOIO Ta TEHETHUYHOIO I'eTepOreH-
nictio. Cuazmpom Brepine onucanuit Jloypencom ta
Mynom y 1866 p. Bapne i bBimsem ommcano cxoxi
kainiyai Bumaaku B 1920 ta 1922 pp. Cunapom
Jloypenca—Myna—bapae—binnsa € npuknanom rexe-
TUYHO JIETEPMiHOBAHOTO 3aXBOPIOBAHHS, IIPU SIKOMY
OKMPIHHSI TIOEJIHYETHCSI 3 IMTMEHTHUM PETUHITOM,
TiTOTeHITami3MOM, TTOJIIAKTUITIETO T Bi/ICTABAHHSIM Y
PO3yMOBOMY pO3BHTKY. Lleil cuHmpom Moxke OyTu
pe3yJIbTaToM MyTalliil moHalimeHnre 14 pi3HUX TeHiB

(gacTo ix HaszuBaoTh TeHaMu BBS). 3azBuuaii cun-
ZPOM TIEPEAE€ThCST aBTOCOMHO-PEIIECHBHO, aJie IOCTi-
JKEHHsI BUSIBUJIU, 110 TUTT YCTIAAKYBAHHsT MOKe Oy TH
«TPUAJIESIBHUM»>: KIIHIYHO CHH/IPOM BHSBIIIETHCS 32
HAsIBHOCTI /IBOX MyTaIliil B ojjHomy reHi BBS ta myTa-
1ii B inmomy reni BBS. OcnoBroto 3araimpHO0 QyHK-
ieto Ginkis BBS € peryisiis BHYTPiIIHbOKIITHHHO-
rO TPAHCTIOPTY MEKITbKOX MeMOPAHHUX PEIENTOPIB,
30KpeMa JIeTITHHY, BHACJIZIOK I[bOTO OHIEIO 3 KJIiHIY-
HUX 03HAK CUH/IPOMY € O’KHPiHHS.

HesBasaroun Ha BapiabeJIbHICTh CHHIPOMY, PEKO-
MEH/IOBAaHO Ha3WBaTH Horo «cuHzapoMm Jloypenca—
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Myna-binmnss». el TepMin BXKUBAIOTH y JliTepaTypi
Ta BUKOPUCTOBYIOTD JIJISI MEIMKO-TEHETUYHOTO KOH-
CYJIBTYBaHHSI.

OuHi cCUMIITOMU MOXKYTh BapiloBaTH BiJi HOPMU 10
aHodraspmy. Xo4a MIrMEeHTHUN PETUHIT € TUIIOBOIO
AHOMAJTIEI0 Y CUHAPOMI, TAKOXK TPAIJISIOTHCS 3MiHU
citkiBku i perunirt 6e3 mirmenTarii. Ilpu ypaskeHHi
oueil YacTo crHocTepiraju KaTapakTy, MIOI0 Ta
30BHIITHIO oTambpMoILIerifo. [lirMeaTHII peTUHIT —
TUTIOBA OYHA aHOMaTisl cuHapomy Jloypenca—MyHna—
Binnsa. Bona ricTosorivHO XapaKTepu3y€eThCsl 3MeH-
HIEHHAM KiJTbKOCTI KOJIOOYOK, MaJWYOK 1 TaHTJIiiB
KJTITUH Ta 30BHINIHBOTO MIApy sjpa. Y 1mapi KJIiTUH
FaHTJIIO TTMEHT aKyMYJIOEThCS HABKOJIO PETUHAIb-
HUX CyJIUH.

OskupiHHA y Billi mmicasg 8 pokiB pifiko criocTepira-
€ThCA Y [iTell 3 FOHALIBKUM JOOPOSIKICHIM OKIPIHHSIM.
AKmo BUpaskeHe OXKHUPIHHS CITOCTEPITAETHCS 10
8 POKiB, TO MOKJIMBI cepilo3Hili nopyieHHs. Buanmi
HOPYIIEHHS Y1 MOJIAAK TS MOKYTh OYTH I ICTABOIO
JUISL PAHIIIOTO JiarHocTyBaHHs cuHapomy Jloypenca—
Myuna—Bigg. Oxupinns Oijbln BupaskeHe Ha TyryOi,
JKMBOTI, CTETHaX, y JiJISHII Ta3a, IHKOJM — Ha 00JInyYi.
3 POCTOM JIUTHUHY OKUPIHHS CTA€E AeAasi TTOMiTHIITAM
i Hapocrae micas myGeprary. Ha Biaminy Big 1006posi-
KICHOTO OJKMPIHHS TIePiojly CTaTeBOTrO JI03PiBaHHS
MOEMHYEThCA 3 fedinmurom pocty. [IpumyckaoTs, 1110
HEJIOCTATHINI PO3BUTOK TiMOTaJIaMyca y TaKuX [iTei
MIPU3BOJIMTH /10 BTOPUHHOTO YpaskeHHs rimodisa, 1o
CIPUYMHSIE TiNOroHaM3M. /loBeIeHo, 1110 TIPU CHH/IPO-
Mmi Jloypenca—Myna—Dbins maioTh Miciie TeHiTamIbHA
mucTpodid i TIMomiTyiTapu3M.

VY 4oJI0BiKiB BiJi3BHaUEHO BapiabeIbHICTh POZBUTKY
BTOPUHHMX CTATEBUX O3HAK. Y JIESTKUX MAI[IEHTIB CIIO-
cTepiraju HOPMaJIbHi SIEYKA 3 HOPMAJIBHUM CIIEPMATO-
reHe30M, B IHIIUX — cliepMaroreres GyB HEJIOCTATHIM,
HaBiTh NIPU HOPMAJBHOMY €MOPIOHAJIbHOMY eIriTeril.
Y 19-piunoro wosoBika 3 cungpomom Jloypenca—
Myna—Biag 6yJi0 iarHocToBaHO BPOKEHY eMOpio-
HaJabHy amasito. [inodisapHa Qyskuis Gyga Hop-
MaJIBHOIO, TIPO IO CBi[YMIAa HASBHICTD 3PiINX KIITHH
Jleitnura i Ceprosti Ta HOpMaIbHe BUALIEHHS i3 ceueio
bomikymoctumymoouoro ropmony (DOCI) i 17- ketoc-
tepoizis (17-KC). [lokasu Toro, 110 TiomiTyiTapusM €
MIPUYUHOIO TITOTOHAM3MY TIpu cuHpoMmi JloypeHca—
Myna—bBinna vepocrathi. IIpumyckators, 1mo emopio-
HaJIbHA ATIJIa3isl € IEPBUHHUM, & He BTOPUHHUM Jiebek-
TOM TIpHU TinmodisapHill HemocTaTHOCTI. YacTe BUHUK-
HEHHST HEOMYIIeHNX 1 aTpodiyHUX S€YOK BBAKAIOTH
TOPMOHAJIBHOIO HECITPOMOJKHICTIO, a He HACJiIKOM
rimodizapHUX Ta TimoTasamMivanX gAedekTiB. CtaTeBuit
YJeH 4acTo Majoro po3mipy. Moxke croctepiratucs
TIITOCTI/IisT UM Ba/IM TIPOCTATUYHOI YaCTUHU YPETpU Y
noegHanHi 3 xpopobamu HUPOK. Taki Bajgu ceyoBuBijL-
HOTO TPaKTy CBi[4aTh HA KOPUCThH TilTOTEHITAII3MY,
SIKUU TIOEJTHYETHCS 3 TAKUMHU AHOMAJIISIMU, SIK Baji
aHyca, cepllst, MAaTKU Ta TiXBU.

[omigaxTutis € BasKJIMBOIO 03HAKOIO, OCKIJIBKU 11€
BU/IMA BaJia TIPU HAPOJ/PKEHHI Ha BIIMIHY Bifl iIHITNX
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CUMTITOMIB 3aXBOPIOBaHHS, SKi MOKHA TOMITUTH
JIVITIIE Yepe3 POKU Iicyst HapoaskeHHs. [TomimakTumist
Ta 1HII O3HAKU JEMOHCTPYIOTh, 110 O3HAKW ILJIEHO-
TPOITHOTO TeHa BUSIBJISIIOTHCS Y PI3HUN Yac i B pi3HUX
JUJITHKAX He3aJeXKHO OAWH Bifl ofHOTO. YWHHUK,
KWW CTIPUYMHSIE TaKi TeTepOTeHHi aHOMaJTil, STK TTOJTi-
JMAKTUITiS, OKMPIHHS Ta MITMEHTHUN PETUHIT, HEBiTO-
Muii. Xo4a BpOPKeHa Bajia MaJIbIliB KUCTI YK CTYTTHI €
€JIMHUM CKEJIETHUM CUMIITOMOM IE€HTa/1, iHIIi yac-
THUHU CKeJIeTa TaKOK MOKYTh ypaxkarucs. 1o gedop-
Marliii gyeperna HaJeKUTh akpoledais.

Tpamnsiorbes Taki ceprieBi anomalii: medekTn
MIKITepe/ICepP/IHOI Ta MIKIIJIyHOUYKOBOI MTEPETOPOJIKH,
HEe3apOIIeHHs apTepiajibHOI IIPOTOKH, JIETEHEBUI cTe-
HO3, TIiIOTIIa3iss aOpTH, TPAHCIIO3UIIisT MaTiCTPATbHUX
Cy/IIMH, OJWHAPHUN MIJIYHOUYOK, JE€KCTPANO3UIIis
cepis.

Bpomkeni Bagm ce4yoBUBIAHOI CUCTEMHU € JaCTH-
HOIO cuHApoMy. Bajia crateBoro ujieHa — aHOMAaJIist
ypeTpu TPU3BOAUTH [0 HUPKOBUX IOPYIIEHb.
OmnucaHo cTeHos3 yperpu Ta rizporedpos. Y Gisbiioc-
Ti BUITAQJIKiB MaIOTh MicCIle TaKi TepMiHaJbHi 3aXBOPIO-
BaHHS, SIK ypeMis i XpOHIYHUN HePUT.

Bpomxkeni Baju MLIYHKOBO-KUIIIKOBOTO TPAaKTY
PiIKO 3TafyIOThCs, X0Ua y NESKUX BUIIQJIKaX MOKe
BUHUKHYTH aTpe3is aHyca, IHKOJIW — Y MOEAHAHHI 3
TTOJTI IAK TUJTIETO.

Cunnpom Jloypenca—Myna—-biansa 3aszBuuait
CIIPUYMHEHUN TOMO3UTOTHICTIO OJHOTO aBTOCOMHO-
PEIeCUBHOIO TeHa 3 IJIEHOTPOINHUMU BHSIBaMU.
Kowmrureke meHTany i criopilHEHUX CUMIITOMIB TeHe-
TUYHO JIETEPMIHOBAHUI ABTOCOMHO-PEIleCHBHUMM
reHaMU Ta Ma€ BaKJIMBE 3HAYEHHS JIJISI TEHETUYHOTO
KOHCYJIBTYBAHHSI i TIPOTHO3Y.

Kainiynuii Bunamgox

Xgomuuk BikoMm 13 pokiB 3BepHYBCS 3i cKapraMu
Ha HaaMipHY npubaBKy Macu Tijia (+ 6 Kr/pik), 3Hu-
JKEHHS TIaM’gTi, TPYAHOIN 3 HABYAHHSIM Yy TIKOJI,
HOTIPIIEHHST 30Dy, BTOMY, IEPIOAMYHI TOJOBHI GOJI,
3aTPUMKY CTaTE€BOTO PO3BUTKY.

Anamues xurta. HagnmumkoBy npubaBKy Macu
Tista 6GaThKK BiBHAYAIOTH 3 4-PIYHOIO BIKY [TPU HEIIijI-
BUIIEHOMY alleTUTi Ta He3MiHeHi# (i3nuHiil akTUBOC-
Ti. Maca Ttima mpu HapomxkenHi — 3400 1, 3picT —
51 cm. TlepebGyBaB Ha WITYYHOMY BUTOJOBYBaHHI
(rimoranakTist y Matepi). ¥ 2-piuHoMY Billi /[ilarHOCTO-
BaHO BPO/IKEHY BaJly PO3BUTKY CEYOBH/IIJILHOI cHCTe-
Mu (TizpoHedpo3 HUPKM ), 3 HAPOKEHHS — TMOJIi/IaK-
TUJIis Ha CcTymHi (mpoornepoBanuit). barbkn MaoTh
OKMPiHHS, [0 EHJOKPUHOJIOra He 3BEepPTaJUCS.
TpynHori 3 HaBYAHHSIM y IUTUHU 3 6-pIYHOTO BiKY.

Jani ormsamy 1 iswKagbHOTO IOCJI/IPKEHHS.
3araJbHUI CTaH IUTUHM 3a/10BiibHUI. CBiZOMiCTh
scHa. 3pict — 142,0 ecm (-1 SDS), maca tia — 61,1 kr,
inzexc macu tia — 30,3 kr/m? (> 97-ro nepreHTmIo).

Bynosa rina nHopmocreniyna. Cturm ausemépiore-
Hesy He BusBieHo. [Ikipa uucra, 6Ji10-poskesa, HOP-
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MasnbHol Bosiorocti. KicrkoBo-m'si30Ba cucrema 06e3
amiH. [urtonoxi6Ha 3ao03a HesOlAbIEHa, PYXOMa,
6e300JicHa, BY3JIOBI YTBOPEHHS HE IaJbIIyIOThCS.
Yacrora nuxanus — 18/XB, Ha/l TeTeHAMU — ayCKYJTh-
TATUBHO BE3UKYJISIpHE JAMXaHHs. TOHU ceplis puTMiy-
Hi, TyuHi. YacroTta ceprieBux ckopoueHb — 76/XB,
aprepianpauii THCK — 100/60 MM pT. cT. JKuBiT M K11,
6e3 Gomi. IlapenxiMaTo3Hi oOpraHu He30LIbIIEH].
Cumnrom ITacrepHal[bKOro HeraTuBHUIA 3 000X OOKIB.

lenTpanbie OKUPIHHS, PO3TSKKM Ha IHKIpI Bifl-
cyTHi. /[BoGiuHa CrpaBsKHS TiHEKOMACTisl, BiiCyT-
HicTh 03Hak ctaTeBoi 3pisocti: F1 P1 Ax1 G1 (1-ma
crazis 3a Taraepom).

Hani nabopamopnozo ma iHCMPYMEHMALLIOZ0
docnidvcery

OpabHUI TECT TOJEPAHTHOCTI A0 TJIIOKO3U: TJIIO-
KO3a HaTIle 4,3 mmosb/n (mopma — 3,3—5,5),
4yepes 2 roj1 micss mpuiomy Tioko3n — 6,0 MMosb /1.

Kopruzos y kposi — 8,0 Mxr/mn (Hopma — 6,7—
22,6), incymin — 4,1 mxO//mn (nHopma — 1,9—23,0),
X0JIecTepuH — 5,3 MMOJIb/J1 (HOpMa — < 5,2), TpurJii-
nepuan — 1,7 mmoss /ot (Hopma — < 1,7), Tupeotpor-
Huit ropmod — 4,0 MMO/ma (nopma — 1,36—8,8),
BipaNN T4 — 1,64 vr/nn (nopma — 1,1—2,0), 3aramnnb-
Huii Tectocrepon — 0,08 umousb/a (Hopma — 0,1—

KOHAIKTY iHTepeciB Hemae.

2,3), moreinizytounit ropmon (JII) — 0,1 mO/l/n
(nopma — 0,1—1,4), ®CI' — 0,3 mO/l/1 (HOp™MA —
0,4—3,8). BigznaueHo 3HWIKEHHST PIBHSI TECTOCTEPO-
Hy, JIT i DCT. THui nokasHuku — 6e3 3MiH.

MaruitHO-pe3oHancHa ToMmorpadisi TOJIOBHOTO
MO3KY: 00’éMHO-BOTHHIIIEBOI ITATOJIOTI] HE BUSIBJIEHO.

VibTpasByKoBe HOCJIIKEHHS IIMUTONOAIOHOT 32710~
3U: B MeKaX HOPMU.

OrasgHyTHT OKYJTIICTOM: TITMEHTHUI PETUHIT.

OrnsHyTHI TICUXiaTpoOM: JIerKa po3yMoOBa BijicTa-
JICTb.

3 OTJIglly Ha HAgBHICTh y XJIOMYUKA OXKUPIHHS,
MITMEHTHOTO PETHHITY, TITOrOHAIN3MYy, PO3yMOBOI
BI/ICTAJIOCTI Ta BPOJKEHOI B/ CEUYOCTATEBOI CUCTe-
MM BCTAaHOBJIEHO KJIIHIYHWN J1arHO3:! CUHAPOM
Jloypenca—Myna—binnsa. Osxupinnsg (iHmekc macu
tiza 30,3 > 97-ro neprieHTUII0) reHeTUYHO 3yMOBJIe-
ne. [lirmenTHuii petunit. Bpomkena Bajga ceyocrare-
BOoi cucTeMu: TigpoHedpo3 TMpaBoi HUPKH.
Tinoronazorponuuii rinoronagusMm. J[Bobiuna crpas-
JKHS TiHekoMacTis. Jlerka po3ymMoBa BiJICTaJiCTh.

[TpusHaueHO CHUMIITOMATHYHE JIKYyBaHHS: CcyOKa-
JIOpiiiHA Jli€Ta, XOPIOTOHIYHUN TOHAIOTPOIIIH Yy /1031
1500 MO pnBiui Ha TWKIeHb, KypC JIKyBaHHS —
10 in’exmiif, 2 Kypcu Ha piK.

Yyactb aBTOpiB: KoHUenuis | av3anH aocriaxeHHs — O. O. @iwyk, H. . TypiHa; 36ip matepiaAy, pesaryBaHHS TEKCTY —
K. C. biaseBa, O. O. Diwyk; 06pobka matepiary, HarmcarHs tekcty — O. O. @iwyk, M. B. OBuapyk.
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CuHapom AoypeHca-MyHa-bapae-buaas
O. A. ®uuyk’, E. C. buasiea', H. U. T'ypuna?, M. B. OBuapyk’, B. B. ®uiyk’

" BUHHMLKWIA HAaLLMOHAABHBIA MEAMLIMHCKMIA YHUBEPCUTET MMeHn M. WM. TNuporosa
2 KHI «BUHHMLKMIA 0BAACTHOM KAMHUYECKMI BbICOKOCTELIMAAM3UPOBAHHbIN
3HAOKPUHOAOTMYECKUI LIEHTP BUHHMLKOM 06AACTHOM paAbl»

Cungpom Jloypenca—Myna—bapae—Buis pesikoe ayTOCOMHO-PEIECCUBHOE TeHETUYECKOE 3a00JIeBaHMue, KOTOPOE MOXKET
BBI3BATD DS MOTMOPTAHHBIX MATOTOTHYECKUX TIPOSIBIICHHI, B YACTHOCTN yXy/ITeHe (GyHKINIT TOTOBHOTO MO3Ta, TJIa3, TIoYeK 1
koHeuHocTeil. K oCHOBHBIM IIpu3HakaM CHHPOMA OTHOCATCS AUCTPO(US CeTYaTKU, HOMUAAKTUIN, OXKUPEHUe, TUIIOTOHAaIU3M,
BPO’KIEHHDIE aHOMAJINH MOUeK 1 yMCTBeHHas oTcTanocTs. Cunzipom Jloypenca—Myna—bapae—buams MoskeT Tak:ke TPOSBIATD-
Cs1 IPYTUME BTOPUYHBIMU AHOMAJIMSIMY, HAIIPUMED, HapyIIeHIeM Peun 1 3a/IePsKKO PeYeBOro Pa3BUTHSL, aTAaKCHel, HecaXapHbIM
nabeToM M aHOMAMSIMU Pa3BUTHsI 3y00B. XapaKkTepHble TIOPAKEHNST 3PUTEMBHOTO alliapata — MUTMEHTHBIH PETHHNT, HI3KAI
OCTPOTA 3PEHMs U 1OTepsl 3PEHMUsI, 4YaCTO BO3HUKAIOIAS U3-32 HAPYIIeHUs (DOTOPEIENTOPOB B TKAHU CETUYATKHU C HOPAKEHUEM
JKEJITOTO TIATHA, YTO CHAYasIa MPHBOANT K HOTHOIT CIIETIOTE, a 3aTeM B GOMBIIIIMHCTBE CTyJaeB — K MOJHOI cemnoTe. Y MalieHToB
¢ apXeTHUIIHLIM IposBienueM cungpoma Jloypenca—Myna—bapae—buniisa oskupenue Ty1oBUIa 3aMETHO BBIPAXKEHO, JasKe eCIIU
Macca Tesa TIPH POMKAEHNH HOopMaibHas. KpoMe Toro, B 9TOM TPyIIe MAIMEHTOB PACTPOCTPAHEH CaxapHbIil amaber 2 ThTma.
OTi4nTenbHON 0COOEHHOCTHIO JAHHOTO CHHAPOMA SIBJISIETCS] MOCTAKCUATBHAS MOJIUAAKTUINS. [HIIOTOHAN3M, SIBJISTIONIUNCS
TACTBIM TTPOSIBIEHITEM 3a00JIEBAHIIS, Yallle BCETO ANArHOCTUPYIOT B PAHHEM BO3PACTE Y MY/KUHMH B BI/IE MIKPOTIEHICA U THITOTLTA-
3UH SUYCK.

Omnucan KAMHUYECKUH cirydail curapoma Jloypernca—Myna—Bapue—Buaig y manpunka B Bospacte 13 set, koTopbiii oOpaTnii-
Cs1 K 9HJOKPUHOJIOTY € KaI0OaMu Ha YPE3MEPHYIO PUGABKY MACChl TeJla, CHUKCHUE MaMsITH, YXYIICHUE 3PEHUs, TPYAHOCTU C
yueboil B 1TKOJIE, 33/IEPKKY TTOMOBOTO PasBUTHsL. JLOMOTHUTEIbHBIE HCCAEOBAHNS TTO3BOJIIN YCTAHOBUTH HAJMYNE CHHAPOMA
Jloypenca—Myna—bapne—buns.

Kmouesbie croBa: cinaznpom Jloypenca—Myna—bapzae—buamnd, oxupenne, TITMeHTHBI PETHHNT, THIIOTOHAZN3M, YMCTBEHHAS
OTCTaJIOCTD.
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Lawrence-Moon-Bardet-Biedl syndrome is a rare autosomal recessive genetic disorder, which may result in a number of
multiorgan abnormalities, including impaired brain function, eye diseases, kidney and limbs’ dysfunction. The main symptoms of
this syndrome include retinal degeneration, polydactyly, obesity, hypogonadism, congenital kidney abnormalities and mental
retardation. However, Lawrence-Moon-Barde-Biedl syndrome may also present with other secondary abnormalities, including
ataxia, diabetes insipidus, and dental abnormalities. Clinical changes of the eyes include retinitis pigmentosa, low visual acuity,
and vision loss, often due to photoreceptor disorders in the retinal tissue with macular degeneration, leading to night blindness
and then, in most cases, can cause complete blindness. In patients with an archetypal manifestation of Lawrence-Moon-Barde-
Biedl syndrome, abdominal obesity is common, even if the birth weight is usually normal. In addition, this group of patients has
type 2 diabetes mellitus. A distinctive feature of this syndrome is postaxial polydactyly. Hypogonadism, which is a common sign
of the disease, as usual can be diagnosed at early age in men in a form of micropenis and testicular hypoplasia).

The paper presents clinicalcase of Lawrence-Moon-Barde-Bidle syndrome in a thirteen-year-old boy who referred to
endocrinologist with complaints of excessivegain of body weight, memoryloss, visual impairment, difficulties in school,
delayedsexual development. Ad ditional investigations enabled to establish the diagnosis of Laurence-Moon-Bardet-Biedl
syndrome.

Key words: Laurence-Moon-Bardet-Biedl syndrome, obesity, retinitis pigmentosa, hypogonadism, mental retardation.
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