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IA.K. AxmeaoBa, H.A. lNoraaaeBa, P.I'. LLleBYeHkoO

HauioHaAbHa AMTSYa criewianizoBaHa AikapHS «OxmMaTamnT», Kuis

Cunnpom Ilpanepa—Binni (CIIB) — piaxicHe reneTnuHe 3aXBOPIOBAHHS, IO HAJIEKUTH J0 iMIPUHTHUHT-3ATEKHUX
[ATOJIOTiHl | BUHUKAE BHACJIIJIOK BTPATH eKclipecii GaTbKiBChbKUX rewiB y aiasuii 15q11-q13 xpomocomu. Haiinomupeni-
11010 TIOMII€I0 € de novo GaThKiBChKI mesenii poamipom 5—6 M6 i3 missaku xpomocomu 15q11-q13. Bona TpamisieTbest B
60 % sunankis CIIB. [Tommpenicts CIIB cranoButh 6u3bko 1 Bunagky Ha 15—30 Tric. HOBOHAPOIKEHUX HE3AJIEKHO Bijl
CTaTi Ta eTHIYHOI TPUHAJIEKHOCTI. 3aXBOPIOBAHHS MA€ MYJILTUCUCTEMHUI XapaKTep i BUSABIISIETHCSA HU3KOIO XaPAKTEPHUX
KJIHIYHUX O3HAK, 1110 3MIHIOIOThCA 3 BikoM. Y nepebiry CIIB Buaiisgrorh ABi KAiHIYHI cTagil: mepiua cramis — saTpuMKa
(hismunoro po3BUTKY, ipyra — rinepdaris 3 HIOYATKOM OKUPIHHS.

Jlo nmpeHaTaIbHIX 0COOIMBOCTEN HAJIEKATDH 3HUKEHA aKTUBHICTD T1oza (88 %), Ta3oBe mepe/iesKantsi Ta mepedacHi
nosioru. [HIi XxapakTepucTuky (PeHOTHITY TI0AA — MAJIUH /IS FecTalliiiHOro BiKy po3mip (65 %) Ta 36ibliieHe CIiBBiIHO-
meHHst 00Boy TosioBu Ta xkuBoTa (43 %). Takox BiszHayaeTbest GararoBoist (34 %), sike, IMOBIpHO, BioOpaskye He3aar-
HICTh KOOPAIMHYBATH CMOKTAHHS Ta KOBTaHHS, 10 3’ ABJISETHCS Micis 36 THXK Y TUMOBUX NJIOIB. Y HEOHATATbHUN Tepios
IepeBakaloTh M'30Ba TIIOTOHIS, TOPYIIEHHS CMOKTAHHS Ta TPY/HOII 3 TOYBAaHHAM. Y PAaHHBOMY JUTHHCTBI (hOPMYIOTD-
CsI IHIT TUTIOBI BUSIBU: HU3bKUH 3PiCT, TITOTOHAN3M, 3aTPUMKa IICUXOMOTOPHOTO PO3BUTKY Ta IIPOTpecyBaHHs Timepdarii,
1110 6€3 HaJIEKHOI KOPEKIT IPU3BOAUTD /10 TSKKOTO OKUPiHHS. JacTo criocTepiratoThest MOBEAIHKOBI MOpYIeHHs: obce-
CHUBHO-KOMITYJIbCUBHI PUCH, CTTAJIAXW THIBY Ta HAB'SI3JIMBe PO3UyXyBaHHs MIKipu. KOTHITHBHMIT PO3BUTOK 3a3BWYAll Bapiloe
Bi/T JIETKOI /10 TTOMIPHO] iIHTEJIeKTYyaJIbHOI HEZIOCTATHOCTI.

HesBaxaiouu na onucany kiiniuny kapruny, henotun CIIB moxke BapiioBatu, 10 YCKIQHIOE PAHHIO IarHOCTHKY.

Hasezneno kiiniuHuil BUNQZI0K AUTUHY 3 KJIACMYHUMHY, aje mi3Ho posmniznasannmu susgsamu CIIB, mo cBiguuts 1mpo
BQKJIMBICTD MIXKAMCIUIIIIHAPHOTO Mi/IXO/y Ta BUCOKOTO PiBHSI HACTOPOKEHOCTI cepejt TeiaTpiB, AUTIUYNX eHJJOKPUHOJIO-
T'iB i TEHETHKIB.

Kmouosi cioBa: cunzipom Ilpanepa—Bisuii, oxxupinns, arHoe cHy, nojicoMHorpadis, HeiHBa3NBHA BEHTHUJISIIIS JIETEHb.

CI/IH/:[pOM [Mpagepa—Bimni (CIIB) — 1e renerny-
He 3aXBOPIOBAHHS, K€ TPAIUIIETHCSA B OJIM3bKO
onHoro 3 15 Tuc. HOBOHAPO/KEHUX. YPaKA€E Y0JIOBI-
KiB 1 JKIHOK 3 OZTHAKOBOIO YaCTOTOIO, a TAKOK YCi pacu
Ta eTHiuHi rpynu. [leil cuHaApOM BU3HAHO HAWTIONTN-
PEHIIIOI TEHETUYHOIO TPUYMHOIO HEOE3IIEYHOTO ISt
JKUTTS IUTSIIOTO oxkupinus [8].

Yuepuie CIIB onucanu mseiiapebki gikapi Anjipea
[Tpazep, Anekcic JTabxapr i Terpix Bisri y 1956 p. Ha
MiJICTaBI KJIHIYHUX XapaKTEPUCTUK JIEB'SITU JliTel,
SKUX BOHM OOCTEKWJINM: MaJIeHbKi PYKHM Ta KOPOTKI
HOTHU, aHOMAJIBHUH PIiCT i CKJIaJ Tijia (MaieHbKUI 3PiCT,
Jly’Ke HU3bKa M'sI30Ba Maca Ta PaHHE JUTSUEe OKUPIH-
Hs1), TinoToHid (c1abKi M's131 ) TP HAPOKEHHI, HeHa-
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CUTHUU TOJION, eKCTPeMaIbHe OKUPIHHS Ta PO3yMOBa

BizcramicTsb [8].

Cunppowm [panepa—Bisri cnipuunnenuii BincyTHic-
TIO aKTUBHOT'O TEHETUYHOTO MaTepiasy B eBHIH i/IsH-
i xpomocomu 15 (15q11-q13) [2]. 3asBuyaii sonn
YCIAZKOBYIOTh OIHY KOTIiI0 XpoMocomu 15 Bix marepi
Ta o0y Bij 6GaTbka. [eHeTHYHI 3MiHM, 110 CIIPUYMHS-
1oTh CIIB, BizOyBaIOThCS B YaCTUHI XPOMOCOMH, SKa
Ha3UBAETHCA KpUTUYHOMO [instHKolo [Tpagepa—Bisi
(PWCR), npu6ausHo mij 4ac 3a4arts abo Ha paHHix
cTajlisx po3BUTKY 1ioza. Ls minstaka Oyia imentudi-
koBana B 1990 p. 3a momomororo remernynnx JJHK-
30H/iB. [eHu B 1iif AITAHII 3a3BUYAN €KCIIPECYIOTHCS
JIMIIIE HAa XPOMOCOMI, yCmagKkoBaHiil Bix Gatbka. 1o
YaCTUHY XPOMOCOME BBAKAIOTh HECTAGITbHOT0, OCKIIb-
KU BOHA CXMJIbHA /10 peopraHisaliii i/ BIJINBOM MeXa-
HI3MiB KJITUHHOI TeHETHKH IIie /IO Mepeiadi XpoMoco-
MU Bijt 6aTbkiB 10 autuau [4]. Xoua cunmpom ITpa-
nepa—Bimni Mae reHeTWYHY TPUPOLY, Y OiIbIIOCTI
BUIIQJKIB BiH HE € CHAAKOBUM 1 BUHUKAE BHACJIIOK
JieJientiii abo yacTKOBUX JeJieltiii Ha xpomocomi 15.

Kuriniuni ocobmBocti CIIB 3MIiHIOIOTHCS 3a7I€KHO
BiJl BiKY.

Ilepion HemoBxsaTH. Binpasy micis Hapo/KeHHS
craioth momitHuME cummitomu CIIB. Hemoniisata gacto
JIEMOHCTPYIOTh YiTKi (hi3WUHi Ta MOBEIHKOBI MOJIEJ:
«  M'930Ba CJIa0KICTh: 3HUKEHUI M’ I30BUI TOHYC, 110

POOUTH HEMOBJISIT <M SIKIIMU»;

* TPY/IHOII 3 TO/YBaHHSIM: TIPOOJEMH 31 CMOKTAHHSIM
ab0 TO[yBaHHIM, Y4acTO MOTPEOYIOTh CHEMmiaibHOT
JIOTIOMOTH;

« BigMmiTHI pucu o6JMuYsd: MUTAANenoniOHi o4i Ta
By3bKui GihpoHTambauil giamerp [3, 6, 9].
JutuncTBO. Y Billi paHHBOTO JUTHHCTBA CIIOCTEPi-

raetbes 3mina cumntoMi CIIB. Bunnkarors Kai040Bi

npobyieMu, TIOB'sI3aH 3 XapUyBaHHSM, HABYAHHIM Ta

[IOBeiHKOIO.

Y pamnaboMy MUTHHCTBI (2—6 POKIB) 3'IBJASIOTHCA
J0JJaTKOB1 O3HAKU:

« MOIIyK TKi Ta mostigarist, 1mo npusBoAsTH 10 ab1o-
MiHQJIBHOTO OKUPIHHS, SKIIO BiICYTHIN KOHTPOJb
3a J1€T010;

* PO3BUWBAIOTHCS IHTENEKTYaIbHI crenudivuni mopy-
IIIeHHST: TOBTOPEHHST, KOMITYJIbCil, eMOITiIHI crianmaxu
Ta KoJymanHs mKipu (skin picking);

* TPYAHOII 3 HABUAHHAM: JIETKi Ta TIOMipHI iHTeJIeK-
TyasIbHi MOPYIIEHHS Ta 3aTPUMKA PO3BUTKY MOTOP-
HUX HABUYOK;

«  pobJieMu 3 TOBEIIHKOIO: ICTEPUKA, BIIEPTICTh, KOM-
MyJIbCUBHA TTOBejliHKA [6].

IimuiTkoBwMil BiK:

* HEMOBHE CTaTeBe JI03PiBaHHsI, 3aTPUMKA ab0 HETIOB-
HUii (Hi3UIHUI PO3BUTOK, 1O MOXKE TTPU3BECTHU 10
HU3bKOTO 3POCTY;

*  COIiaJIbHI TPYAHOIIL: TPY/HOII B CTOCYHKAaX 3 O/IHO-
JIITKAMU Ta i3 COIiaJIbHOIO iHTerpaitieio [6].
Xapakrepti pucu obsanaust soauau i3 CIIB: gosri-

xoredariss abo Bysbka (opma TOJOBU, BY3bKUI

6ichpoHTANIBHUT liaMeTP, KOCOOKICTh, MUTIAIENOIiOHA
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OYHa IIIJINHA, MaJIeHbKUII 3arHyTHIl Hic, OIyIeHi
KyTOUYKH POTa i3 KCEPOCTOHIEIO Ta aHOMAJTIEI0 3yOHOTO
psiny, TiMOMIrMeHTallisl MKipU TOPiBHSHO 3 1HIIUMH
ygeHaMu cim'i [5].

(DiznuHi BUSBI: MO rMEHTAITisT TIMTKIPH Ta BOJIOCCS,
TIOTOHAIN3M 13 TITIOTIIA31€T0 KIiTOPa Ta TIMOIIacTIy-
HUMU CTaTEBUMU TYOAMU B JKIHOK, MiKPOIIEHIC 1 KpuIi-
TOPXi3M Y XJIOMYUKIB, HU3bKUH 3PICT, MaJeHbKi PyKH
Ta KOPOTKi HOTH, 3aTPUMKA MOTOPHOTO PO3BUTKY [2].

Ckolio3 Moke BUHUKHYTH B OyIb-sIKOMY BiIli,
30KpeMa B HEMOBJISITH, MA€ Pi3HY TSKKICTD 1 ToTpebye
criocrepeskerns [1]. TIpoGyemMu 31 CHOM € MOMIMPEHM-
MM, 30KpeMa HaJMipHa /IeHHA COHTUBICTD, 3HMKCHHS
JateHTHOCTI (hazu mBUAKUX PyXxiB ouelr (REM),
TTOPYIIEHHSI HOPMAJIBHOTO IUKJY CHY Ta CHO3aJeKH1
PO3JIaJI CHY: LIeHTpajibHe Ta/a60 00CTPYKTUBHE altHoe
yBi cHi, rinormHoe |3, 7].

Kiniunuii BUnamox

JliBumHKa BiKOM 7 POKiB 7 Mic HaJilILIa 10 BiIi-
JICHHST 31 CKapraMy Ha HaJMipHY prOaBKy Macu Tija,
YTpY/IHEHE NXaHHS, alTHOe YBi CHI IIOHOYI, MTBU/KY
BTOMJTIOBAHICTDb, COHJIUBICTD, 3aTPUMKY MOBJICHHS Ta
TICUXIYHOTO PO3BUTKY, €HYPe3, 3aTPUMKY POCTY, 1O~
(ariio, enizo/iu arpecii, OMPIIOCTI B AiJISHIN TAXBUH-
HUX CKJIAJIOK.

Anamue3 xurtd. /luTnHa Hapomusach Ha 29-my
THZKHI BariTHOCTI 3 Macoro Tita 2280 r, ZoBKUHOIO Tija
46 cmM, 3 oriHKOIO 32 miKkasoo Arrap 7/8 6asis. Ha 2-it
JIeHD JKUTTsI IuTHHA OyJia TepeBeieHa /10 BijiaeHHs
MaToJIOTi HOBOHAPOKEHUX Yepe3 BPOKEHY JiBO-
6iuHy MHEBMOHi0. 3 PaHHBOTO AUTHHCTBA OATHKU
MTOMITHJIN 3aTPUMKY TICUXOMOTOPHOTO PO3BUTKY, M SI-
30BY TiIIOTOHIIO, TPOOJIEMU 3 FOLyBaHHSIM: BiIMOBA BiJ|
MPUKOPMY, TIOTAaHUH Habip MAaCcH TiJia 10 OJIHOPIYHOTO
Biky. HajyiummkoBy npubaBKy Macu Tija 6atbku Bij-
3HAYAIOTh i3 3-X POKIB.

Jani orasay ta $pisuKaJbHOTO AOCTIIKEHHs. 3a-
raJIbHUH CTaH ANTUHY BiTHOCHO 3a/10BibHMH. [T yac
OTJISILY: IUTUHA COHJINBA, PO3/[paTOBaHa, IKipa cyxa i
JIYHIUTBCS, yTPY/IHEHE HOCOBE INXaHHs, HasiBHA TIaTO-
Mmimis. 3pict — 118,7 cm (—1 CB), maca Tina — 44,3 kr,
ingexc macu tista (IMT) — 31,4 kr/m? (> 97-T0 TIED-
1neHTusIs). LlenTpanbHuil T OKUPIHHS, PO3MOII
JKMPOBOI TKAHUHY MIEPEBAKHO HA JKUBOTI i TYJI00i.

O6Big Tanii — 71 cm (> 95-T0 nEpLUEHTHIISA), IO
CBIiTauTH PO abIOMIHATIBHE OKUPIHHSL.

VY AMTUHU HAsBHI CTUTMU AU3eMOpioreHesy, 30Kpe-
Ma MurIaIenoioHa hopMa odell, MaJeHbKi KHUCTI Ta
cromu, 6paxigakTuiis, ckosios. HIkipa Giiga, cyxa, 3
eJieMeHTaMHU JIyIIeHHsT, Ha PyKaX O3HaK1 CaMOTPaBMY-
BaHHS yepe3 TOCTilfHe KOJyNaHHs MIKIpW, CTPUi Ha
IIKIpi BI/ICYTHI.

YacToTa cepieBux ckopoyenb — 78/xB. Hacrora

nuxanass — 18/xB. Tonu cepiig pUTMiuHi, TYYH.
Aprepianpuuit Tick — 94/58 mm pt. ct. (= 50-my
TIePIEHTHUIIIO).

Jani 1a00paToOpHOro Ta iIHCTPYMEHTAIBHOIO A0C-
JiJPKeHb., 3araJibHUN aHaji3 KPOBi: JIEUKOIUTUH —
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12,4 - 10°/1 (mopma — 4,5—13,5 - 10/11), epurponu-
™ — 5,40 - 10/ (nopma — 4,1—35,1 - 10'2/11), remo-
rio6in — 131 v/x (Hopma — 115—135 /i), Tpombo-
nutn — 394 - 10°/n (mopma — 180—400 - 10°/n),
IIBUKICTD OCiaHHS epuTpoInuTiB — 15 MM/Toj
(Hopma — 4—12 mm/Ton).

[nikoBauuii reMoryo6in — 5,4 % (Hopma < 6 %).
Tupeorpornuuii ropmon — 2,03 MM On/ma (HOpMa —
0,60—4,84), rupokcun Binbauit — 0,98 Hr/mr (Hopma —
0,97—1,67 ur/nn), anTuTiza 0 TUPEOITHOT IEPOKCU-
nasu — 9,51 MOa/ma (Hopma < 18 MOgu/mi), coma-
toTpornHuii topmon nariie — 0,279 ur/ma (Hopma —
0,03—10,00 ur/mur), comatomenuu C — 84,17 ur/mn
(mopma — 75—286 ur/mu), 25-rigpokcusitTamin D —
52,2 umob/ (Hopma 75—125 HMOJIb/ ).

YnbprpasBykoBe OCTiI>KEHHsSI OPTaHiB uyepeBHOI
[OPOKHUHU: TIeYiHKa 306ijblleHa, MepeaHbo3aHiil
poamip mpaBoi wactkn — 100 mm, giBoi — 35 MM,
TapeHxiMa OJHOPi/IHA, CePeHBOI €XOTEHHOCTI.

VisTpasByKoBe AOCJIIKEHHS MIUTOMO/IOHOT 3aJ10-
31: y Meykax HopMmu. EjlekTpokapaiorpama Ta exokap-
miorpacdist — 6e3 MaTOJIOTIYHIX 3MiH.

[Tosicomuorpadis: BikoBa CTPYKTypa CHY Ta MOCJIi-
JIOBHICTB CTa/Iill CHY TIOpYIIIeHi, 03HAKM ajbTepartii cCHy
3a PaXyHOK TiMOBEHTHJIAIIT Ta TPOOY/KEHb, CIIPUYH-
HEHUX JNXATHHUMH po3dianamu. [HaeKe pecripaTop-
uux nopyuiens (RDI) — 53 /rox. Y nutuiiu 3apeectpo-
BaHO 463 er1i30/11 CHO3AJIEXKHUX JIUXATBHUX PO3JIAJIiB:
264 rinonnoe, 168 ob6cTpykruBHuX annoe, 12 ment-
pasbuux amnHoe, 19 3mimanux amnoe. CHo3asexHi
JINXAJIbHI PO3JIJIN CYTTPOBOJIKYBAJINCS JlecaTypallisiMu
10 35 %. CepemHst caTypartist i1 9ac TOCTiKEHHST —
72 %, minimambHa — 35 %. CUHAPOM armHoe-TilMoIHoe
TSKKOTO CTYIIEHS 32 iHZIEKCOM altHoe-TilToITHoe.

JlutrHa MpoKkoHCyIbTOBaHA (haxiBISMU.

Odranbmouor. [iarnos: CriBapyskis 30iKkHa KOCO-
OKICTb JIIBOTO OKa.

JIOP. liarnos: l'ineprpodis murmanukis 111 cryme-
Hs. BUKpUBJIeHHS TTeperopoku Hoca.

Ypouior. liarnos: Heopraniununii enypes. Herpu-
MaHHs ceui JIeHHe.

Opromnez. [liarHos: C-nopiGHMIA TPy I0TIOTIEPEKOBHiT
cKoumio3 | cTymenst. 3aTuITKoBi ABUIIA TUCTIIA31T KyJIb-
moBuX cyrao6iB. BambrycHa gedopmaiiist 060x cror.

Hepmatodor. [diarnos: ITatomimis. ITpoctuii nos-
Pa3HIOBAJIbHUH /IePMaTHT.

[Mcuxiatp. [liarnos: Opraniuna qucyHKITIS TOJTOB-
HOTO MO3KY (TeHeTHYHa MaTOJIOTisl) 3 KOTHITHBHOIO
negocraTtHicTio piBus F70.

3 orisy Ha CTUTME [u3eMOpioreHesy, amHoe yBi
CHi, 3aTpy/IHeHe ANXaHHS, Tinepdariio, M’ 430BY Tino-
TOHIIO, TAKOXK PE3YJIBTaTH TC€HETUYHOTO TECTYBAHHS
BCcTaHOBJIeHO KiiHiyHUi miarno3: CIIB. Oskupinnsg

KOHAIKTY iHTEpeciB HeMaE.
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rederuune mMopbizne (IMT —31,4 xr/m? (> 97-ro
neprieHTs) ). CUHAPOM OOCTPYKTUBHOTO AlTHOE YBi
CHI TSDKKOTO CTymeHsi. BTOpuHHUI CyOKITiHIYHUI
rinotupeos. CriBAPysKHs 3015KHA KOCOOKICTD JIBOTO
oxka. lmeprpodisa murpanmukis 111 crynens. Buxpus-
JICHHS TIeperopoiiku Hoca. Heopraniunuii enypes.
Herpumanns ceui genne. C-mogiGuuii rpypomnomnepe-
KOBUIT cK0JTi03 | cTyTIeHs. 3aqumIKOBi ABUIIA AUCTLIA-
3ii KyJIbIIOBUX CyI/1006iB. BasbrycHa gedopmariist 060x
crortt. [Taromimis. ITpoctnit noppazHoBaIbHUN AepMa-
tuT. Opraniuna 1ucdyHKIIis TOJOBHOTO MO3KY (TeHe-
TUYHA T1aTOJIOTisI) 3 KOTHITUBHOIO HEIOCTATHICTIO.
CucreMHUIT HEZIOPO3BUTOK MOBJIEHHS JIETKOTO CTYyTIE-
u4. Jedimut Bitaminy D.

JlikyBaHHS

PosnoyaTto HeiHBa3sMBHY BEHTWJIAIIO JieT€Hb Y
pesxkumi BiPAP (Bilevel Positive Airway Pressure)
i1 9ac CHY IMOHOYI 3 MOAJbINOI0 TUTPAIIIEIO TTapa-
MeTpiB BeHTuUAMii. Huni mamieHTka peryaspHO
BUKOPHUCTOBYE amapaT HeiHBa3MBHOI BEHTUJISIT
JIETeHD i/l Yac CHY.

HeinBasuBHa BEHTUIIALIS JeTeHb i/l Yac CHY IpH-
3HaueHa /IJIs KOPEeKIIil MopyIeHb IUXaHHs, XapakTep-
nux s naiientis i3 CIIB. Yepes rinoroniio m’s3iB
JIUXAJIBHUX TIJISXIB, OKUPIHHA Ta TOPYIICHHS T[CHT-
pasbHOI peryJIsiii AMXaHHs y TaKUX JliTell 4acTo CIio-
CTEPITaroThCst 0OCTPYKTUBHI Ta,/ab0 MEHTPAJIbHI alTHOe
1T yac cHy. 3actocyBanHs peskumy BiPAP nomomarae
MATPUMYBATU MPOXIAHICTD AUXATbHUX MIJISXIB 1 3a-
Gesiieuye HaJlesKHUI 06'eM BEHTUJIALLL, 1110 3a110birae
rinmokcemii Ta rinepkartii. [le mosininye sSKicTh cHY,
3MEHIIIYE JIeHHY COHJIMBICTD, MiJIBUIIYE PiBeHb eHepril
Ta 3arajbHe CaMOIOYyTTs IUTUHU. TUTpallis napamer-
PiB BEHTUJIAILI1 Ia€ 3MOTY 1H/IUBI/{yasli3yBaTH JiKyBaH-
HsI BIJIIIOBIZIHO 10 3MiH y cTaHi maificara i moTpebu B
MATPUMIT AUXAHHS.

Takox pekomenzosano: Bitamin D 4000 MO /no6y
BIIPOJIOBIK MiCSIIsI, CYITPOBI/I [IIETOJIOTA, 3aHATTS JIKY-
BAJIbHOIO (Di3KYJIBTYPOIO, MPOTYJSSHKU Ha CBiXKOMY
MOBITpi, peabimitaiist B CIemiadi30BaHUX IEHTPaxX
(3abesneuye KoMmILIeKcHUN miaxix (¢isioreparis,
JIOTOTIE/Tisl, ICUXOKOPEKIList)).

Pe3yisraTi JIiKyBaHHS

BaTbku He TOBiIOMJISIOTH ITPO eI1i30/I1 alTHOe YBi CHi.

BigcyTast miuna rinokcemisa. Cartypaitig KpoBi Mij
9ac CHy CTaHOBUTH 98 %.

Brpara macu Barm Ha 3,8 kr (IMT — 28,7 kr/m?
(> 97-10 nieprieHTHIIA)).

JluTrHa cTana akTUBHINIOI: 3HUKJIN JIeHHA COHJTH-
BiCTb Ta emizomu arpecii, moJinmmaacsa ¢izudHa
AKTUBHICTbD.

YyacTb aBTOpIB: KOHLEMNLA Ta AM3aiiH AOCAiaKeHHS — [.A.K. AxmeaoBa; 36ip matepiay, peaaryBarHs Tekcty — I.A.K. AxmeaoBa,
P.I'. LLleByerko, H.A. Noraaaesa; onpadiioBaHHs mMatepiany, HanvcaHHS Tekcty — [.A.K. AxmeaoBa, P.I. LLleB4yeHko.
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. Prader-Willi syndrome in a child:
a clinical case with a multidisciplinary approach

H.A.K. Akhmedova, N.L. Pogadaieva, R.H. Shevchenko
National Children’s Specialized Hospital «<Okhmatdyt», Kyiv

Prader—Willi syndrome (PWS) is a rare genetic disorder classified among imprintingrelated conditions and results
from the loss of expression of paternally inherited genes in the 15q11-q13 chromosomal region. The most common
mechanism is a de novo paternal deletion of 5—6 Mb in the 15q11-q13 region, observed in approximately 60 % of cases.
The prevalence of PWS is approximately 1 in 15,000 to 30,000 live births, irrespective of sex or ethnicity. PWS is a
multisystem disorder characterized by a range of age-dependent clinical features. The course of the syndrome is typically
divided into two clinical stages: the first is marked by delayed physical development, while the second is associated with
hyperphagia and the onset of obesity.

Prenatal features include reduced fetal movements (88 %), breech presentation, and preterm birth. Other fetal
characteristics include small size for gestational age (65 %) and an increased head-to-abdomen circumference ratio (43 %).
Polyhydramnios (34 %) is also observed, likely reflecting impaired coordination of sucking and swallowing, which
typically develops after 36 weeks of gestation in healthy fetuses. In the neonatal period, the predominant features include
muscular hypotonia, poor sucking reflex, and feeding difficulties. During early childhood, further hallmark features
typically emerge, such as short stature, hypogonadism, delayed psychomotor development, and progressive hyperphagia,
which — if left unaddressed — leads to severe obesity. Behavioral issues are frequently observed, including obsessive-
compulsive traits, temper outbursts, and compulsive skin picking. Cognitive development usually ranges from mild to
moderate intellectual disability.

Despite the well-described clinical picture, the phenotype of PW'S can be variable, complicating early diagnosis.

This clinical case presents a child with classical but laterecognized manifestations of PWS, highlighting the importance
of an interdisciplinary approach and a high index of clinical suspicion among pediatricians, pediatric endocrinologists and
geneticists.

Keywords: Prader—Willi syndrome, obesity, sleep apnea, polysomnography, noninvasive ventilation.
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