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06cyxpaetcsa peakas hopma reHeTn4ecku 06Yc0BIEHHOI0 OXNPEHUS — CUH-
zapom lpagepa—Bunnn (ClIB). B cBsA3n ¢ HU3KONM PacripoCcTpaHeHHOCTbIO 3a-
60s1eBanHus (nonynsaymoHHas yactora — 1:10 000—1:20 000) KnnHN4ECKNI OMbIT
CreunanucToB HefOCTaToYeH, YTO 3a4acTyr) NPUBOANUT K HECBOEBPEMEHHOI
10CTaHOBKE ANAarHo3a. PackpbiTa cyTb reHeTUHECKUX aHoManuii, pUBOASLNX
K pasBUTHIO JAHHOV NATONOMMM, OMUCAHA KITMHNYECKAs KapTuHa 3a00/1eBaHNs,
NPeACTaBeHbl AUArHOCTUYECKNE KDUTEPUN, MO3BONSKOLINE [OCTOBEPHO 10-
CTaBUTb ANArHO3 Jaxe [0 MPOBEAEHNS EHETUHECKOr0 aHanm3a.

B kayecTse unnwctpaynn npuBEAEH KIIMHUYECKMI CrTyyai 3ano3ganoi ava-
THOCTUKY.

cuHapoMm Mpagepa—Bunnu, oXxupenue, KapnnkoBocTb.
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CBﬂSb OXXMPEHUsI C TeHETUKOU IIMPOKO 00CYyKaaeTcs B
COBPEMEHHOI JINTepaType: OTKPBITHI T€HBbI, OTBET-
CTBEHHBIC 3a CHHTE3 BEIIECTB-PETYISITOPOB allleTUTa,
OIMCaHbI 0O0JIE3HU, CBSI3aHHBIC C MYTallleil 3TUX T'¢HOB
[1]. O6ienpusHaHO, YTO B OOJBIIMHCTBE CIYyYaeB OXKUPe-
HUE — TIOJIMTEHHAs! U MYJIbTU(AKTOpUaIbHas TTaTOJIOTHSI,
PUCK Pa3BUTHS U TSKECTh KOTOPOU OMPEnesIsTIOTCST TTOI1-
MOphU3MOM KaXIOro reHa B cCOYeTaHUU C (akTopamu
BHewIHel cpenpl. Jlo 99% ciyyaeB OXUpPEHUs MPEACTaB-
JICHBI aJIMMEHTAPHO-KOHCTUTYIIMOHAIBHBIM BapHaHTOM
3aboneBaHusl. OOHAKO CYIIECTBYET M MCTUHHO Haciel-
CTBEHHOE OXXMpPEeHUE, UMetollee 2 BapraHTa: CUHAPOMab-
HbIE, WU MEHIIEJIeBCKUE HAPYIIEeHUs (Hac/IeAyeMble B CO-
OTBETCTBUU C 3aKOHaAMU MeH 1es151) 1 MOHOT€HHbIe (DOPMBI,
00YCJIOBJIEHHbIE MyTallUSIMU T€HOB, PETYJIMPYIOIIUX arie-
TUT. B 000uX ciaydasix BeIpak€HHOE, 0OBIYHO MOPOUAHOE,
OXHMpEHNE Ne0ITUPYET B IETCKOM Bo3pacTe. B Hacrosimee
BpeMsl yCTaHOBJIeHO 50 CMHApOMAaJbHBIX (ayTOCOMHO-I0-
MUWHAHTHBIX, ayTOCOMHO-PELECCUBHBIX, X-CUEIMJIEHHBIX)
u 11 MoHOTeHHBIX (DopM oXMpeHMsI. CBOCBpEeMEHHYIO T1a-
THOCTUKY HACJIEACTBEHHBIX (DOPM OXUPEHUS 3aTpydHSIET
MHOT000pa3re COIYyTCTBYIOIIMX M3OBITOYHOM Macce IMpo-

SIBJICHWIA 32a00JIeBaHUST — AaHOMAJINIA CTPOEHUSI BHYTPEHHUX
OpraHoOB, HAPYIIICHUI MHTEJUIEKTa, HEBPOJIOTUICCKUX pac-
CTPOMCTB, TSKECTh KOTOPBIX HEPENKO JUAUPYET B KIUHU-
YECKON KapTHUHE.

OmHa u3 (popM HacIIeACTBEHHO OOYCIIOBJICHHOTO OXKM-
penusi — cuHapoMm Ilpanepa—Bunnu (CIIB) [2—4]. Ero
nonynsiuumoHHas yactora — 1:10 000—1:20 000 HoBOpOXK-
neHHbIx. [laTtomorusi BHiepBbIE OIMKMCaHa HIBEUIIAPCKUMU
neanarpamu A. Prader u H. Willi B 1956 1. 1 usBecTHa ele
non Ha3BaHueM HHHO-cuHapoMm, uiam cuHapoM «3 rumos:
MBIIIIEYHAs] TUTIOTOHUS, TUTTOMEHIIUST (YMCTBEHHAsI OTCTa-
JIOCTB), TUTIOTOHAIN3M B COUYCTAHNH C OKUPCHUCM.

IMTo MexnyHaponHoii Kiaccudukaluu Ooye3Hei
(MKDB) cunnpom Ilpanepa—Buinu (Q87.1) oTHocuTesd K
CHHAPOMAaM BPOXICHHBIX AaHOMAJIWU, IIPOSBIISIOIINXCS
MMPEUMYIIEeCTBEHHO KapJUKOBOCTBIO, XOTSI O COBPEMEH-
HBIM KPUTEPUSIM KapJIMKOBOCTb BHOCUT B CUHAPOMAaJIbHBIN
nuarHo3 Bcero 0,5 6amna u sgBisieTcs (akyabTaTUBHBIM
npusHakoMm [4, 5].

Boabnbie CITB n3gaBHa obpanaay Ha ceds1 BHUMaHUeE,
X 00pa3bl HAILIM OTpakeHWe B XuBomucu. [Tokasareinb-
HBIM JIJIT JAaHHOTO CUHAPOMA SIBJIIeTCS (PEHOTUI TEBOYKHM-
KapjauKa C OXHUpPEHHEM, KOTOPYI0 IEMOHCTPUPOBAINd Ha
sapMmapkax Mcnanumu Bo BpemeHa kopojs Kapaa IT (XVII
BeK). cnmanckuii xynoxxHuk Xyan Kappenbo ne MupaH-
Jla 3arevatiies 3Ty JeBOYKY Ha CBOeM II0JIoTHe (puc. 1, a).
PeGenka ¢ moxoxkumu (peHOTUIMUYECKUMU 0COOEHHOCTIMU
n300pa3uil TOJUTAHICKUIA XyTOXXHUK bapToiomeyc BaH aep
Xenct (cMm. puc. 1, 6).

Tonpko B 1987 . ObL1 pacuindpoBaH TeHETUYECKUI
mexaHu3M CIIB v nosiBUnuCh nepBbie COOOILIEHUST O TOM,
YTO €r0 pa3BUTHE CBSI3aHO C MUKpoeselnueil (Bblmasie-
HueMm) paiioHa 15-i1 xpomocombl (cermeHTa ql1.2-ql3).
B nmanbHeiileM omucaH elle OAMH MEXaHU3M — YHUIIa-
peHTanabHasl (OAHOPOAUTENbCKAS) JUCOMUS, UIN HACe-
IOBAaHUE 00CHX XPOMOCOM TOJIBKO OT OJHOTO U3 POIUTE-
nei (puc. 2).

Puc. 1. a — lMoptpet EBreHun Mapturec Banbexo (na MoHcTpa), XyaH
KappeHbo fe Mupauga, okono 1680 r.; xonct, macno; 6 — Moptpet XKepapa
Anppeaca beiikepa, baptonomeyc Ban fep Xenct (1622—1666); xonct, macno
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HMHTtepecHo, 4TO MOBpEeXIEHUE ITOTO Xe yJyacTka 15-i
XPOMOCOMBI HAOTIOAACTCS M IIPU AIPYTOM TEeHETUIECKOM 3a-
OosieBaHUM — CUHApOME AHTeJibMaHa, KJIMHUYeCKas Kap-
TUHA KOTOPOTO CYIIECTBEHHO OTJIMYAeTCsl OT TAKOBOU MpH
CIIB u xapakrtepusyeTcsi paHHUM (B Bo3pacte 6—12 mec)
3aMeUIEHUEeM IICMXOMOTOPHOTO pa3BUTHUsSI, MMKpolieda-
JIMeii, HapylIeHUeM pevM, aTaKcuell, HEKOHTPOJIUPYeMbIM
HACUJIbCTBEHHBIM CMEXOM, YACTBIMU SITUICTITU(OPMHBIMUI
TIpUITaTKaAMH.

Jleno B TOM, 4YTO pa3BUTHUE CUHApPOMA AHTe/IbMaHa CBSI-
3aHO C MUKpPOJIEJeIIel TOro Xe yyactka 15-if XpoMOCOMBI,
HO MaTepUHCKOTO IIPOMCXOKICHUS, WX C OTIOBCKOI M30-
nucomueili. Bo3amMoXHbIE MeXaHM3MbI O0OMX CUHIPOMOB
npeacTaBieHbl Ha cxeme (CM. puc. 2).

Okoio 70% cinyyaeB CIIB o0ycioBlIeHO MUKpOIEIe-
uei, ocrajlbHble — aucomueit. [Ipu 3ToM KiIMHUYECKUE
pa3Inyus MeXAy OOJIbHBIMU C MUKPOIEIELIMEe M U30AUCO-
MUEU OTCYTCTBYIOT.

CremyeT OTMETHTh, YTO C ITOMOIIBIO OOBITHOTO MC-
cJIeIOBaHMSI XPOMOCOMHOI'O COCTaBa KapUOTUIIA BBISIBUTH
MMKPOJIEICIINIO WM YHUIIAPEHTAIBHYIO TMCOMMIO HEBO3-
MOXHO. /1711 3TOTO MPUMEHSIOTCS CTICIINAIbHBIC LIMTOTCHE -
TUYECKUE U MOJICKYJISIPHO-TEHETUYECKUE METOIBI — IIPO-

Xpomocoma 15q 11.2 — q13
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Puc. 2. BosamoxHble MexaHu3mbl pa3sutis CINB n cungpoma AHrenbmana

Puc. 3. Kuctu pyk 60nbHoi ClNB
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MetadasHblii aHanu3, wucnonb3oBaHue JIHK-mapkepos
OIIpeACICHHBIX YIYACTKOB 15-11 XpOMOCOMBI (MCClIeIOBaHNE
MPOLIECCOB METUIMPOBAHMSA ).

Puck poxnaeHust 60JbHOTO peOeHKa B CeMbe, Tl yKe
ecTh | OOIBHOI ITOTOMOK, 3aBUCHUT OT TeHETUIECKOTO Me-
XaHMU3Ma, KOTOPBIN BBI3BAJ pacCcTpoilcTBO. BeposiTHOCTH
poxzaeHust bobHOro pebeHka — <1%, eciu y Hero HabJIio-
JlaeTcs AeNelnsl TeHa WX YHUOTIOBCKAsT TUCOMUS; €CIIN
XKe y peOeHKa — MyTaIlus peTuoHa, IS KOTOPOTO Xapak-
TEPHO SIBJIEHWE UMIIPUHTUHIA, 3Ta BEPOSITHOCTb BO3pac-
taet 10 50%; B ciayyae MOSIBJICHUS XPOMOCOMHBIX TPaHC-
JIOKAIIMi PUCK BO3HUKHOBEHUSI OOJIC3HU y CIICOYIOIIETO
pebeHka — 25%.

MOXHO BBIACTUTD 2 a3kl TeueHus 6oiesuu (4, 6]; 1-a
CBOVCTBEHHA JIeTIM 12—18 Mec XM3HU M XapaKTepU3yeTcs
BBIPAKEHHOM MBIIIEYHON TMIIOTOHUENW, CHWXXKEHUEM CO-
CaTeJIbHOTO UM TJIOTaTeJIbHOTO pedeKCOB, UTO 3aTPyIHSIET
KopMJIeHHe pebeHKa; 2-s (aza 3HaMeHYeTCsl TOsIBJIeHUEeM
mojanudaruu, MOCTOSTHHOTO YYBCTBA ToJiofa, IIPUBOISIIIETO
K oxupeHuto. YcuneHHsiit anmnetut npu CIIB cBsi3biBaioT
C TIOBBIIIEHHOU KOHIIEHTpallKeil B KPOBU I'peJIMHA M CHU-
JKEHHOU KOHIIEHTpaluell coMaToanOeprHa, YTO OOYCIOB-
JIEHO CBSI3bI0 15-11 XpOMOCOMBI ¢ (DyHKIIMEH ruroTasamyca
[7]. OtnoxeHue >xupa HabIIOJAeTCs MPEUMYIIECTBEHHO
Ha TYJIOBUIILIE U B MPOKCUMAIBHBIX OTJe/IaX KOHEUHOCTEN.
MplieyHasi TUIIOTOHUS ITOCTEIICHHO YMEHBIIAETCI U K
LIKOJbHOMY BO3PacTy MOUTHU MOJHOCTHIO UCUE3aeT.

XapakTepeH BHEUTHUI BUI OOJIBHBIX: CTOITBI U KUCTU
HEIIPOITOPIIMOHAIBFHO MAaJICHBKNE — aKPOMUKPHS — C KO-
HYCOBUIHBIMM MayibllaMHu (puc. 3).

Yacro oTtmevaeTcst MUKpouedanus. TUunmdeH HU3KU
poct — KapaukoBocTb. ¥ nereit ¢ CIIB Habmomaercst tu-
ITOTOHAIM3M (Y MAJIbUMKOB — TUIIOILIA3MSsI TIOJIOBOTO UJIeHa,
MOILIOHKU, KPUNITOPXU3M, a Y A€BOUYEK — HEAOPAa3BUTUE I1O-
JIOBBIX TY0O 1 B MOJIOBMHE CIy4aeB — MaTKM) [§].

OrmmcaHbl HAPYIIEHUST KOOPIWHALINHI, CYITOPOTH, CTpa-
Or3M.

Yacto y OOJbHBIX HaAOJIOAAETCS TUMOMMIMEHTALMU
KOXM, BOJIOC W Paly>kKKH, YTO CBS3aHO CO CHUXKEHUEM aK-
TUBHOCTH TUPO3MHA3bI B BOJIOCSHBIX (DOJUTMKYJIaX U Meja-
HOIIMTAaX, a TAKXKE YMEHbIIIEHUEe MUTMEeHTa B ceTYaTKe.

Hepenko BcTpedaercst pa3BUTHE caxapHOro auaberta.
[Tpu 5TOM OTKJIOHEHUI OT HOPMBI B COIep>KaHUHU JIMTTUIOB,
0eJIKOB, aMUHOKMCJIOT WM (PEPMEHTOB OOBIYHO HE BBISIB-
JIeTcs.

B nicMxoMOTOpHOM pa3BUTHUM OOJIBHBIE OTCTAIOT OT BO3-
pactHoii HopMbl. Jletu ¢ CIIB nmeroT HeoOBIYHbBII KOTHU-
TUBHBIN TTpodwib [9]. Xopolllo pa3BUTO BU3YaJIbHOE BOC-
MPUSATHEC, OHU XOPOIIIO YUTAIOT, UMEIOT OOTAThII CIIOBapHBII
3armac. OmHAKoO ciyXxoBas W TocjenoBaTebHasg 00paboTKa
uH(poOpMalUM pa3BUTa cJabd0, paBHO KaK CIIOCOOHOCTH
K MaTeMaTUIECKUM IMCIUTUIMHAM U THChbMY. Y OOJBHBIX
VXYIOIICHBI 3pATEIbHAsI, CIIyXOBasl KPaTKOCPOYHas ITaMsITh
M 3BYKOBasi KOHIIEHTpallvs BHUMaHUS. MHorma ypoBeHb
pPa3BUTHS C BO3PACTOM YJIydylllaeTcsl, OAHAKO AeDUIIUT UH-
TEJIEKTYaTbHBIX CITOCOOHOCTE! BCE PAaBHO COXPAHSIETCS.
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Jlabopamopnbie nokazamenu, 6 mom uucie om-
pasicaroujiie COCMosHUe Y2ne600H020 U MUNUOHO20 Me-
maboausma, — 6e3 uzmeHenuil. lopmonanvubLil cma-
myc (mupeomponHblii 20pMOH, C80000HbLIL MUPOKCUH,
npo2ecmepor, NpOAAKMUH, (DOAAUKYA0CUMYAUDY-
WUl 20pMOH, AHOMEUHUSUPYIOUUTL 20DMOH, ICMPa-
ouon, Kopmu3on, adpeHoOKOPMUKOMPONHbLI 20PMOH)
C00MBemcmeo8anu 603pacmuoil Hopme.

MPOrHO3

I[1poao/KUTEeIbHOCTh KM3HU OOJIbHBIX MOXET H0-
cturath >60 set. JleTambHBIA MCXOA MOXET HACTYIIMTh B
pes3yJibTaTe OCJIOXXHEHUM, BhI3BAHHBIX CEPbE3HBIM OXKUPE-
HUEeM — OOCTPYKTUBHOE aITHO? BO CHE, OCJIOXKHEHUSIMU Ca-
XapHOTo AuabeTa, pa3BUTHUE CEPACYHOI HEAOCTATOUYHOCTH,
XpPOHUUYECKOI MoyeyHoit HegpoctatouHocTu [10].

ITpuBoAUMM KJIMHUYECKUI TTpUMeEp MALUMEHTKU C yCTa-
HOBJIeHHBIM nuarHo3omM CITB.

Iayuenmka b., 18 rem, nocmynuna c scarobamu
Ha u306IMOUYHYI0 MACCYy Mmena, YMmomMAsieMOCHb, 20108~
Hble 004U, HAPYUIEHHDBLU COH.

Ilo dannbim anammuesa, npoband om 3-il Oepe-
MeHHOCmuU; npeodvloyujue OepeMeHHOCmU Mamepu
3aeepuiuaucy evikudbiuamu. Bo epems bepemenno-
cmu OuaeHOCMUPO8aHa 3a0epiucka 6HYympuympoo-
HO020 pazeumus, UMeAal Mecmo npexcoespemeHHble
poobL, Oaumenvhbiil 6e3600HbLI nepuod. Macca npu
poxucoenuu — 1900 e, dauna mena — 42 cm; duaeHo-
cmuposanvl HedoHouleHHocmb | cmenenu, unmpa-
HamManbHas Mpasma weiinozo omoeaa no360HO4HU-
ka (cmynenwamas degopmayus C, , ). Oyenka no
wkane Aneap — 6—8 6ann08. B nepuod nogopoicden-
HOCIMU OmMe4anucoe mpyoHocmu epyoH020 6CKapM-
AUBAHUS: 83844 2pY0b MOAbKO uepe3 2 Hed, ume-
AACH GbIPANCCHHAS. MbIUIEUHAS 2UNOMOHUS. 3amem
6 meuenue 1 ecoda pebeHoK cmpemMumenbHo Habpan
gec, komopviti k 1 eody cocmasun 9500 e. Omme-
Yan0ch OMCMABAHUE 8 NCUXOMOMOPHOM PA3GUMULL
degouxa nouina 6 1 200 4 mec, Hauanra eoéopums ¢
3 nem. Mencmpyayuu nauaauco ¢ 10-remueeo 603-
pacma, 00HAKO 6 meueHue nocaeoHezo 2oda npe-
kpamuauce. Habarwdanracw y demckoeo neeponoea ¢
0uaeHo30M: pe3udyanbHo-opeaHu4ecKoe nopaicerue
yenmpanvhou Hepenoli cucmemst (L[IHC) ¢ napywe-
HUeM KOZHUMUBHbIX U CMAMOMOMOPHOL (DYHKUULL,
Yy 0emcK020 3HO0KPUHOA02a — C OUACHO30M: 0JCUpe-
HUe KOHCMUMYUUOHANbHO-IK302eHHOE, HU3KOPOC-
A0CMb CeMEeUHO-KOHCMUMYUUOHAAbHAS; 8MOPUUHAS
ducmenopes.

IIpu nocmynaenuu ommeuena uzobimoyHas macca
mena (94 ke) u nuskuii pocm (137 cm); undexc maccol
mena — 50 ke/m?. IlockoabKy HU3KOpOCAOCMb UMe-
Aa mecmo u 'y pooumeneii (pocm mamepu — 149 cm,
omua — 164 cm), 6 demckom eo3pacme oHa pacuye-
HUusasace Kax cemeiinas (eenemuyeckas). Obpauwjanu
Ha cebs GHUMAHUE MHOINCECMEEHHbIE CIMUMbL OUCIM~-
OpuoeeHe3a: KOpomKas wes, y3Kue MUHOAAeGUOHbLe
2nasa, ManeHvKue KUCmu u cmonsl, opadudaKmunus,
KoHycoobpasuble naavupl pyk (cm. puc. 3). Ha koce
AHCUBOMA, HUICHET HaACMU CNUHbL, 0edpax U 200ULax
onpedeasiaucy cmpuu 6eaecosamoil OKpacku.

Ilpu ouenke Heiiponcuxonoeutecko2o cmamyca
3ahuKcupo8ana ymepeHHas KOSHUMUBHAS OUCPHYHK-
YUsi C BbIPAJICEHHOU anpakcuell U AeeKumu HapyueHu-
AMU abCMpaupo8aHusl.

Ha penmeenoepamme xucmeil Kocmuulil 603pacm
CO0MBEMCcme08an pearbHoMy (Ha penmeeHoepamme,
BbINOAHEHHOU 8 13-1emHem 603pacme, OH coomeem-
cmeosan 17,5 eoda). Y3H opearos manoeo masa 6uisi-
8UN0 2UNONAA3UI MAMKU, 00e0HeHUe PONNUKYASIPHO-
20 annapama sUMHUKO0S8. IneKkmpodnuedaroepamma
00KYyMeHmuUpo8ana ymepernsie 00uemoseosule ume-
HeHUsl 6e3 04A208bIX U NAPOKCUSMANbHBIX NPOSEACHUIL.

Pezyabmampt uHbIX UHCIMPYMEHMANBHBIX UCCAe-
dosanuii (Y3H opeanoe 6prowroil nosocmu u cepoua,
DKI) omKkaoHeHUll Om HOPMbL He BbIAGUAL.

Ha ocHosanuu xapakmepHvix heHomunuueckux
NPU3HAKO8 U AHAMHeCMU1eCKUX YKA3aHUll Ha 0COOeH-
HOCMU pazeumus 8 0emckom eospacme 0Obii 3an000-
3pen CIIB.

s eepugpukayuu 3moeo 0uaeHo3a UCHOAb308a-
au kpumepuu V. Holm (1993), uacms komopwix om-
HeceHa K 004buuM (OUaCHOCMUYeCKAs 3HAYUMOCHb
ouenena ¢ 1 6ann), a yacmo — Kk marvim (0,5 6asna)
/4,8, 9]:

boavuue kpumepuu (36e3004K0i ommeueHvl npu-
3HaKu, onpedensiemvle y 6oavHoll b.):

* 005 2UNOMOHUS C YeHEMEeHUEeM COCamenbHo-

20 peghnexca 6 HeOHAMAAbHOM nepuoode u epyo-
HOM @03pacme, NOCMENeHHO KYNUPYIOUAsCs
CamocmosimensHo *;

* HapywleHus NUManus 6 paHHem 8o3pacme, mpe-
Oyrouwue CneyuanbHbiX MaHURYASYULl U npueo-
dsauue K 3adepiicke pazgumus *;

* u30blMouHas Uuau Obicmpas npubaska mac-
cbl meaa 8 gospacme I—6 aem, yeHmpansHoe
oxcuperue’*;

* Xapakmephvle U3MeHeHUs Auua: 00auxoye-
hanus, yskoe auyo, munoanesuduvie enasa’*,
ManeHvKuil pom*, moHKas eepxussn eyoa, ony-
WeHHble yensl 2yo * (3Ha4umMa co80KYNHOCMb He
MeHee 3 ducmopuil);

* 2UNO2OHAOU3M, 2UNONAA3US 2eHUMAAUl, 3a-
depaiicka nono8o2o co3pesanus’™;

* 00was 3a0epicKa pazeumus, neekds uid yme-
DEHHAS YMCMEEHHAs OMCMAN0Cmb *;

* eunepgazus, Ha8A34UB0e OMHOULCHUE K ede *;

* deneyus 15q11—13 uau mamepunckas ouc-
oMmus.

Manvie kpumepuu (36e3004K0iU ommeueHbl NPU-
3HaKu, onpedensiemvle y 6oavHoll b.):

* Manas NoOBUICHOCMb NA00d, MAAJeHYecKas

aemapeust, cAabulil KpuK;
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UCMEPUYHOCMb,  YNPAMCMBO,  PUSUOHOCMb,
BCNbIUKU HEMOMUBUPOBAHHO20 2He8d, o0cec-
CUBHO-KOMNYAbCUBHblE — HAPYUIeHUS, 80P08-
CMeo, Namonoeu4ecKdas ANCUGOCMb, Heeamu-
eusm (>5 npusnakos);

HapyuleHus CHa UAU HOYHble ANHO3 *;

HU3KULL pocm *;

UNONUMEHMAYUS KOXUCU;

ManenvKue pykKu u (uau) Hoeu*, y3xue Kucmu
DYK;

cxoosaueecst Kocoenasue, MUOnuUs *;

853Kas CAIOHA;

HapyuleHus peyu;

* pacuecwvl8arue Kodicu.

[uaenoz CIIB cuumaemcs docmosepHbim y demell
do 3 nem npu cymme 6a1106 >5 (ekarwouasn 4 6oavuiux
Kpumepus), cmapuie 3 1em — npu cymme 6ain08 >8
(6 mom uucne 4 boavuiux kpumepus).

Hecmompss Ha  8bICOKYHO  4y8CMBUMENbHOCMb
wranwt V. Holm (okono 90%), oas noomeepaicoenust
duaenoza CIIB sicenamenvho MoneKyasapHo-zeHemu-
yeckoe uccredogarue 15-ii napot xpomocom. K coxca-
AeHUI, OQHHBLI 810 2eHeMUUeCK020 UCCAe008AHUS He
UCNOAb308AACSA Y NAUUEHMKU, 00HAKO 00Was cymma
bannos cocmasusa 9, umo ceudemenscmeayem o 00-
cmoeepHoM JuazHo3e.

OxonuamenvHolil kKauHuveckuil ouaenos: CIIB ¢
BbIPAINCEHHBIMU HEUPOIHOOKPUHHBIMU HAPYUIEHUAMU:
HusKopocaocmn, odxcuperue III cmenenu, emopuu-
HbLI 2UunoeoHadusm, epodcoeHHas (HacreocmeenHas)
namonoeuss I[HC, ymepeHnas KoeHUmMuUeHas ouc-
yHKYUA ¢ 8bIPAdICEHHOU KUHemU1eCcKoll anpakcuell,
Ae2KUMU HAPYUWEeHUIMU aOCMPasuposanus U neeKumu
3pUMeNbHO-NPOCMPAHCINECHHBIMU HAPYUEHUSIMU.
IMaTorenetuueckoii repanuu CITB, Kak 1 MHOTHUX MHBIX

TeHEeTUYECKNX CMHIPOMOB, HE pa3pab0TaHO, OMHAKO TIep-
CMEKTUBHBIM HaIlpaBJICHUEM SIBJISIETCS BBEIEHNE PEKOMOM -
HaAHTHOTO TOPMOHA pocTa. Takoe JieueHre BO3MOXKHO Yy Je-
Teil 1o 1 roma IMpM COXpaHHBIX 30HAX POCTa MU(PU3aPHBIX
xpsmeit [11, 12]. CBoeBpeMeHHas Tepanusl peKOMOMHAHT-
HBIM TOPMOHOM POCTa BJIMSIET HE TOJbKO Ha aHTPOITIOME-
TpUYeCcKKe mapaMeTpbl U KOMITO3UIIMOHHBINM COCTaB Teja,
HO (Oyaromaps yIydIIeHUIO MBIIIEYHOW (DYHKIIMN) — W Ha
MoTopHoe pa3Butue [13, 14].

B onucanHoMm ciayyae nuarHoctuka CIIB Obuta 3amo-
31aJI0i ¥ B OOJIBIIICH CTeTIEHN HOCHIIA SKCITEPTHBIN XapaK-
Tep I OIpEeNe/IeHUsT TPYIIbl MHBAJIUIHOCTU, COCTaBJIC-
HUs MPOrpaMMbl peadUIUTALMUd U CHUMIITOMaTUYECKOIO
JIEUeHUsT TTAlIMeHTKH.

%k 3k ok

Kongpauxkm unmepecoe omcymcmeyem.
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The paper discusses Prader-Willi syndrome (PWS), a rare form of genetically
determined obesity. Due to the low prevalence of the disease (the population
frequency is 1:10000-1:20,000), the clinical experience of specialists is
insufficient, which often leads to untimely diagnosis. The essence of genetic
abnormalities resulting in this pathology is disclosed; the clinical picture of the
disease is described; diagnostic criteria that allow reliable diagnosis to be made
even before genetic analysis are presented.
A clinical case of delayed diagnosis is given as an illustration.
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