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XIMEHKO T.M., AAAXOBCEKA A.O.
OAeCbKk HALIOHQABH MEANYH YHIBEPCUTET

CUHAPOM MPAAEPA — BiAAI B MPAKTULL AIKAPA-MEAIATPA,

CYYACHI NIAXOAN Y AIATHOCTULI TA AIKYBAHHI

Pestome. Mema. O3naiiomumu aikapi iz 0iaeHOCMUMHUMU KpUmepiamu ma cy4acHum KOMNAeKCHUM nidxodom 0o
AikyeanHs dimell i3 cunopomom Ilpadepa — Binni. Buceimaeni numarus AiKy8anHs npenapamamu 20pMoHa poc-
my, coyianvHol inmeepayii nayicumis, HagedeHo KAiHIuHUIL eunadok i3 npakmuku. [Iposedeno ananiz Haykoeoi
Aimepamypu npogioHUX 3apyOidicHUX ma 8iM4YU3HAHUX asmopis. Y cmammi HagedeHi cyuacHi niodxoou 0o panHboi
diaeHOCMUKU Ha Ni0cMasi 6eAuKux ma Maiux 0iae2HOCMUMHUX KpUmepiie ece Ha NepuLux Micaysx Hcumms, noKka-
3aHHs 00 MOAeKYAApHO-2eHemuuHo20 mecmysants FISH-memooom 0ns eusienenus mikpodeaeyii 15-i xpomocomu.
Onucanuii sunadok cundpomy Ilpadepa — Binni demoHcmpye munogi Kainiuni nposeu, HeoOXioHicms Mixcoucyu-
NAHAPHORO Ni0X00dy ma NOCMIH020 MOHIMOpUHey cmary navienmie. Bucnosku. Cundpom Ilpadepa — Binni mae
XapakmepHi 03HAKU, w0 8 OiAbUocmi NayieHmie MoXdCyms 0ymu 8UseAeHi NPOMSA2OM NePpui020 NIBPIUUs HCUMMS,
o 003804UMb NPOBECMU CBOEHACHY KOPEKUiI0 MemAabONMHUX | 20PMOHAAbHUX PO31a0i6 MA NOKPAWUMU SKICIb
acumms. [las ymounenns 0iaeHo3y 3 YCRiXoM NpoBOOUMbCA eeHemu4He MmeCmy8ants, Wo Ha cb0200HI cmano 00-
cmynHe 6 binvuocmi peciotie Yxpainu. BiOkpumum 3aiuuiaemscs nUMAaHHs RIOMPUMYHOHOI 20pMOHOMEPanii, wo
doseonse icmomuo ckopeaysamu ghenomun xeopux i3 cunopomom Ilpadepa — Binni, 3a6e3neuyrouu adexeamuuii
@izuunuil pozeumox. Jloeocmpoxose 3acmocy8anHs peKoMOIHAHMHO2O 20PMOHA POCHY Modice 3anobiemu pady

YCKAQOHeHb, XapaKmepHux 0si CUHOPOMY, Ma NOKPAWUMU SKICIb JCUMMS. NAYIEHMIE Y MatllOymHboMmY.
Karouoei caoea: cunopom [lpadepa — Binai, diaenocmuka i AiKy8aHHs, COMAMOMPONHULL 20PMOH.

Cayea Jlnco, 00uH i3 nepconaiicie poMaHy aHenilicbko2o
nucomennuka Yapaza Mixkenca «Ilocmepmri 3anucku Ilik-
BIKCbK020 KAYOY», — <«JICUPHUIL, YePBOHONUKUII 40N06IK, 34~
HYPeHUil y Opimomy», K020 8 POMAHi HA3UBAIOMb <MIXyPOM»
(4epe3 02icUpiHHS), <IOHUM CROJCUBAYEM ONiYyMY» (3G COHAU-
gicmy) [ «<ydasom» (uepes nenaxcepausicmn). Modxcauso, ue
nepuwuii onuc cundpomy Ilpadepa — Binni?

IcTopWYHI BiAOMOCTI

Mabytsb, yniepiie cuaapom Ipanepa — Bimri (CITB)
Oys10 onrcaHo B AiBUMHU-MiaIiTKa JIx. Jlenrronom Jla-
yHOM y 1887 portii, aje 1ieii BUIMagoK He 3ramyBaBcsl B
MeINuHil Jitepatypi mpotsiroMm 70 pokiB. [liBunHa mana
PO3YMOBY BiICTalliCTh, OXKUPIiHHS, HU3bKUI1 3PiCT, TiIo-
roHaau3M. CyKyIHICTbh IMX CUMNTOMIB 00’€IHaNM TIif
Ha3BOIO «I10JIicapKisi». Y 1956 polii mBelIapchKi Jikapi
Angpea Ilpanep, Anekcuc Jlabxapt i I'enpix Bimni Bu-
CJIOBWJIM TIPUMYIIEHHSI TPO aBTOCOMHO-PEIECUBHUIMA
TUN YCMAAKyBaHHS 3axBOproBaHHS. [loTiM 3’sBuMCS
TTOBIIOMJIEHHSI TIPO MOXJTMBICTh aBTOCOMHO-JIOMiHAHT-
Hoi nepenadi xsopoou [5]. IlinTBepIKeHHSIM AaHUX Ti-
TOTe3 CYXWJIU CIMEIHI BUTIANIKU JIEB’ AT XBOPUX (ITSITh
XJIOITYMKIB i YOTUPHU AiBYMHU BiKOM Bim 5 10 23 poKiB) 3i
CXOXXMMU KJIiHIYHMMU TIpOsSIBAMU, IPUTAMAaHHUMU JaHI
naroJorii [12]. 3 1970 poky ueit posnan OTpUMaB Ha3BY
cunaapomy Ilpangepa — Binni [2].

Iloumpenicts. 3a maHumu [7100aTBLHOIO peEeECTpy,
cunapom Ilpagepa — Bimai — 116 KOMIUIEKCHE MYJIbTU-
CHUCTEMHE TeHETUYHE 3aXBOPIOBAHHS, 1110 TPAILISIETHCS
MPUOJIU3HO B OJHOTO 3 KoxXHMX 15 000 HOBOHapomKe-
HMX, 3 OJJHAKOBOIO YaCTOTOIO Cepell YOJOBIKiB Ta KiHOK
He3aJIeXXHO BiJl pacy Y1 HapOIHOCTI.

I'enerwuni acmektu. HapomxeHHsT XBOpOI IUTUHU
0OYMOBJICHO JIeJIeli€l0 OaThKiBChKOI KOITii IMITPUHTO-
BaHOI TUISTHKYA MTPOKCUMAIBHOTO BiJl[ITy TOBrOToO Iuie4ya
15-i xpomocomu (15q11-ql3) [1]. Tak 3Banmit PWS/AS-
perioH Moxe OyTH BTpau€HUii y pe3ysbTaTi Mil OIHOTOo 3
KiJIbKOX TEHETMYHUX MEXaHi3MiB, Y OUIbIIOCTI BUMAIKIB
yepe3 myTauii. Ik mpaBuio, JOAMHA OTPUMYE T10 OAHII
Korii 15-1 xpomocoMu Bin Martepi Ta 6aTbka. Yepe3s maito
IMIOPUHTUHTY aKTUBHICTb KOITii1 BUIlIe3a3HAYEHUX TeHiB,
1o OyJIM yCraaKoBaHi BiJl MaTepi, Ay>Ke HU3bKa abo B3a-
rajii BiICyTHSI, TOOTO BUpaxKeHi TiJIbKM 0aThbKiBChKi KOITil
reHiB. CI1B BUHUKAe B pe3y/bTaTi BTPaTh aKTUBHOCTI
0aTbKiBCHKOI KOITil LIbOIO PETiOHY.

Anpeca JUist TUCTYBaHHS 3 aBTOPaMU:
Ximenko T.M.
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I'eHeTnyHuit AeeKT MOXe BUHUKHYTHA B OIHOMY 3
TpbOX HampsiIMKiB. Haiiuacrile crioctepira€rbcsi BUaa-
JIeHHs1 6aTbKiBChbKOI XxpoMocomu 15q11-ql3. s mana ne-
Jenist BuHUKae B 70 % BUIMAAKiB Ta 3a3BUYail He BUSIBIISI-
€TBCS 32 JI0ITOMOTOI0 3BUMAiHOTO T€HETUYHOTO aHali3y,
TaKOTO sIK KapioTUITyBaHHs TIpY aMHio1leHTe3i |3, 9].

¥ 20—30 % xBopux Ha cuHapomoM [panepa — Bimni,
SIKi MalOTh 3a JAHUMU ITUTOT€HETUYHOTO JOCTiIKEHHS
HOPMAJIbHUI KapiOTHII, 32 JOIIOMOTOI0 MOJICKYJISIPHO-
0iOJIOTIYHMX METOMIB BUSIBISIETbCS YHIITApEHTHA MaTe-
puHCcbKa aucoMis 15-i xpomocomu. bartbkiBcbka 15-Ta
XpoOMOCOMa y TaKuX XBOpuX BimcyTHs. Lls cBoepigHa
«TOMO3UTOTU3aLlisT» BiIOYBAETLCS B pe3yabTaTi HEPiBHO-
o0 KPOCHHTOBEPY a00 COMaTUYHOI peKOMOiHaIlil 3a Me-
XaHi3MOM KoHBepcii renis. Jlyxe mana yactka (1-3 %)
BUITaJIKiB OOYMOBJIEHA TeHETUYHOIO MYTalli€l0, 1110 CIIPU-
YUHEHAa iHAaKTUBALIEI0 TEHETUYHOIO MaTepialy 0aTbKiB-
cbKo1 15-i xpomocomu [5].

LlikaBo, 110 SKIIO aeselii BigdyBaloThCsl B LILOMY XK
perioHi Ha MAaTEePUHCHKil XPOMOCOMI, TO 11€ TPU3BOAUTH
10 BUHMKHEHHS CUHApoMy AHreiabMaHa. [lpuGausHo
60 % maliieHTiB i3 cMHAPOMOM AHre/IbMaHa MalOTh TaKy
camy aenettito (15ql1-q13), 1o BUHUKAE B MATEPUHCHKIiA
ycrnaakoBaHiii xpomocoMi. [laTepHanbHa yHimapeHTa b-
Ha IMCOMisl TpAILUISIEThCs B 3—5 % BUIaAKiB. Y IpuOImM3-
Ho 10 % HasiBHa iMIIPMHTOBAaHA MYTallisl, @ B iHIIIUX BU-
nagkax KaTeropis xBopux, 1o He onucaHa y CIIB, mae
Mpe3toMOBaHy OHOTeHHY MyTaliio. st cuHApoMy AH-
reJibMaHa MPUTAMaHHI Taki KJIiHIYHI TTPOSIBU, K PaHHS
(y Bili 6—12 Mmics11iB) 3aTprMKa MICUXOMOTOPHOTO PO3-
BUTKY, MiKkpoledatisi, mopymeHHs: MoBieHHs (y 100 %
BUIIAMIKIB), aTaKCisl, HECTPUMHUI CMiX, YacTi eIiIeIITH-
dopmHi Harmagu. CuHapoM [1panepa — Biwti Ta cuaapom
AHTeTbMaHa — 1Ie TIepIi ONKICaHi BUTIAAKH TTOPYIIEHHS
MpoLEeCY IMITPUHTUHTY JIIOAUHU [§].

OcTaHHIM YacoM BiI3HAYAIOThCS NEesKi KIIiHIYHI Bil-
MiHHOCTI MiX MalliEHTaMU 3 MiKpoJeJielliel0 0aTbKiB-
CBKOT'0 ITOXOIKEHHSI Ta MAaTEPUHCHKOIO i3o0arcoMiero. e
MOB’SI3aHO 3 BiICYTHICTIO TUMIOBOTO (DEHOTHUITY XBOPUX 3
VHITTapEHTHOI0 MAaTEPUHCHKOIO IMCOMIEI0, 1110 3HAYHO
3aTPUMY€E CBOEYACHY MOCTAHOBKY AiarHo3y. Ocobu ad-
poaMepUKaHCHEKOTO MOXOMKeHH 3 miarHo3om CIIB Ta-
KOX (DEHOTHUTIOBO BillPi3HSIOTHCS: 3a3BUYAll XBOPi HOP-
MaJTBHOTO 3POCTY, PO3MipH KMCTE Ta CTOI BilIIOBIiTAIOTh
po3Mipam Tina [6].

KAiHiYHi OCOBAMBOCTI 1 O3HAKU

Xoua 11eii CMHAPOM Mae€ bararto crieliugiyHuX O3HaKk,
TaKMX K iH(haHTUIbHA M’ 5130Ba TiMOTOHis, 3aTpUMKa (i-
3UYHOI0 PO3BUTKY Ta PO3YMOBA BiICTAJIiCTh, T1I1OrOHAI0-
TPOITHUI TiMOroHaaAu3M, TOBEIIHKOBI po3Jaau, Xapak-
TepHU BUpa3 o0JUYYsl, HU3bKUI 3PIiCT Ta aKpOMIKpis,
OCTaTOYHUI JiarHO3 BCTAHOBJIIOETHCS 3 TIOSIBOIO Tirep-
¢arii Ta MpOrpecuBHUM PO3BUTKOM OXHUpPiHHS. JJOKTOp
Batnep (Butler) BUSBUB, IO Ha MOMEHT TIOCTAaHOBKU
niarnozy CIIB cepenHiii BiK mali€HTiB CTAHOBUB TIOHAT
6 poxiB [8].

IcHye mymKa 111010 TTOSIBU TTATOTHOMOHIYHMX TTPOSIBIB
CUHAPOMY BHACITIIOK (PYHKIIIOHATBbHOI HEIOCTATHOCTI
rinotajamycy (HU3BKUI 3piCT, LIEHTPaJbHE OXUPiHHS,

rinoroHaau3M Ta OCTeornopo3) [2], aje KiiHiYHa KapTUHa
BiIpi3HSIETLCA 3aJIeXKHO Bij BiKy naiuieHTa. Tomy BIpo-
JIOBX YCbOIO Mepiofy 3aXBOPIOBAaHHS MOXHA BUALIATH
2 (a3u. Tlepiua BaacTMBa AiTSIM HEOHATAJIBHOTO BiKY Ta
Tepiofy paHHBOTO TUTUHCTBA. BOHA xapakTepusyeThest
piI3HUM CTyNEHEM M’SI30BOI TiMOTOHIi, HEAOCTATHHOIO
Macolo Tijla, CTaOKMM KPUKOM, 3HIDKEHHSIM peduieKciB
(Mopo, CMOKTaJIBHOTO, KOBTaJIBHOTO), IO YCKIJIATHIOE
TOlyBaHHSI AUTUHU Ta iHOJi BUMAra€e po3MillleHHSI IIUTyH-
KOBOTO 30HIy a00 HaKJIagaHHS TaCTPOCTOMM, TYCTOIO
CJIMHOIO, 3aTPUMKOIO CTAaTOMOTOPHOIO PO3BUTKY, TEM-
MepaTypHOI0 HECTaOIbHICTIO, TillOIJIA3i€l0 CTaTeBUX
OopraHiB (KpMIITOPXi3M, TilOIJIa3isl KaJIUTKU, Tiloriasis
KjiTopa). 'MOTOHIsI LEHTpPaJbHOro reHe3y ITOCTYIOBO
3MEHIIYEThCS 10 8—11-r0 Micsus. JIuTuHa Mi3HO MOYu-
Ha€e TpUMATU TOJIOBY, CUIiTH (O6au3bko 11—12 MicsuiB
Bill HAPOIKEeHHST ), TToB3atH (y 15—16 mics1iiB), xomutu (y
2427 micsiiB), rooputh (y 38—39 micsiiis) [6, 16, 18].

HemocratHst Maca Tijia y Billi 6 MicsIliB — 6 poKiB 3Mi-
HIOETBCST TIPOTPECUBHUM PO3BUTKOM OXHUPIHHS TIepe-
BaXKHO Ha TYyJIyOi i B TPOKCUMAJIBHUX BilIiTaxX KiHIIiIBOK
YHACJIIOK Tirepdarii, 1110 € MTaTOTHOMOHIYHUM ITPOSIBOM
npyroi ¢a3y 3aXBOPIOBaHHS. 3a3BUYaii 1Ieii eTar Mmoyn-
HA€EThCS MPUOJM3HO y JBa POKU Ta XapaKTEPU3YEThCS
3aTPUMKOIO POCTY; KiHLIEBMI 3PiCT 3a BiACYTHOCTI JIiKy-
BaHHS IJI JOPOCIUX CTAaHOBUTHL 155 cM ISl YONOBIKiB
Ta 147 cM 1 KiHOK. /1o OCHOBHUX KJIiHIYHMX MPOSIBiB
JIPYroro eramny HajexaTb IIOMipHa pO3yMOBa BiICTaTiCTh,
MOBEIIHKOBI pO3Jiaiu — pi3Ka 3MiHa HACTPOIO, iCTepu-
KU, YMepTiCTh, HaB SI3MUBO-CIIOHYKaJbHA (0OCECUB-
HO-KOMITYJIbCUBHA) TIOBE/IiHKA; XapuoBa TOBEAiHKA Xa-
PaKTepU3YETHCS TIOCTIHUM TIOITYKOM iXi, BXKUBaHHSIM
OyIb-SIKHX ITPOMYKTIiB, HaBiTh OpyaHMX [4]. [HII 03HAKMK
JIPYTOTO eTaIly BKJIIOYAIOTh aHOMaJIii OKOPYXOBOTO ara-
paty (KOCOOKICTh, €KTPOITiOH, IJIayKoMa); IaTOJIOTiIO
pOTOBOI MOPOXHUHU (MiKpOAOHTIsI, TiMoruiasis emaii,
Kapiec 3y0iB, HEMpaBWIbHUI MPUKYC, TYCTa CJIMHA); PO3-
JIagyd apTUKYJIsILii, HEMOTUBOBAHY COHJIMBICTb, aJlvHa-
Mil0, 3HMKEHY OOJIbOBY UYTJIMBICTb, TIMOTEPMIilO, CKOJIi-
03, artHoe M1 Yac CHY, TMOMirMeHTallil0 BOJOCCS, LIKipyu
Ta paiayxku [6, 16].

Kypd i ®pum (Curfs Ta Frym) y 1992 porii BuBYaau
PI3HOMAHITHI CTYIIEHi pO3yMOBUX BIIXWJIEHb Ta TPYAHO-
IiB TIpU HaBYaHHI cepen oci0, xBopux Ha CITB. Pesyib-
TaTH IXHBOIO MNOCJIIKEHHS OyiIu Takumu: 5 % MaioTh
cepe/iHiii piBeHb KoedilieHTa iHTenekry; 27 % — Ha
MeXi cepeHboro; 39 % MaloThb He3HaYHY PO3YMOBY Bill-
cTajictb; 27 %— noMipHy pO3yMOBY BiacTaiicts; 1 % —
TSKKY PO3YMOBY BiicTaicTh; < 1 % — rmMOOKy pO3yMOBY
Bincramicts [4, 13].

Ax nmpaBwio, aityu 3 cuHapomoM Ilpanepa — Bimni
MaloThb XOpPOIIY TOBrOTPUBAIY 30pPOBY I1aM’siTb, BOHU
MOXYTb HABUWUTHCS YMTATH, MAIOTh OaraTwii IMacWBHMIA
CJIOBHUMKOBU 3ariac, MpoTe ixHi MOBJIEHHEBI 31i0HOCTI
CYTTEBO TOCTYMAIOTHCST IXHLOMY pO3yMiHHIO. ClTyXoBa Ta
30p0OBa KOPOTKOCTPOKOBA ITaM SITh, 3BYKOBa KOHIICHTPA-
11is1 yBarv 3HaXOIsThCSl HA JOCUTh HU3bKOMY PiBHi, TaK
CaMo SIK 3Mi0OHOCTI 10 TOUHMX JUCLIMILIIH i mucbMa [4, 13].

XapakTepHi pyucu 00JIMYUs: BUCOKMI Ta BY3bKUIA JIOO,
MUTIANENoAiOHi 04i 3 TOHKMMMU, OMYILIEHUMU BHU3 MO~
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BiKaMU, BEJIMKUI Ta ITMPOKUIA HiC i3 By3bKOIO CITMHKOIO
HOCa, BIIKPUTHUIA POT i3 TOHKOIO BEPXHbOIO TYOOI0, Tilo-
MirMeHTAallis LIKipu, BOJIOCCS, POTiBKU, CTpabizmM. Ma-
JIEHbKi KMCTi Ta CTYITHi 3a3BUYail MOMIiTHO y Billi 10 pokiB,
cepenHs I0BXMHA CTYITHI 1opocoi XiHku — 20,3 cM, 4o-
JoBika — 22,3 cm [16].

AiarHocTtuka

¥ 1993 porii Xonm (Holm), Keccini (Cassidy), batiep
(Butler) po3po0uiy cxeMy IiaTHOCTUYHUX KPUTEPIiiB (TO-
JIOBHI, MiHiManbHi Ta gogaTkosi) CI1B. OcHoBHUiT Kpu-
Tepili OLIIHIOETHCS B OAUH 0aJl, MiHiIMaJIbHUI OLIIHIOETHCS
y miBOana. JlogaTkoBuii KpUTepiii He OLIIHIOEThCS, ajie
MOXKe OYTH MiATBEPIKEHHSIM JiarHO3y T€éHETUYHOI XBO-
pobu. VY miteii BikoM 10 3 pokiB giarHo3 CIIB kiiHiuHO
JIarHOCTYETHCS 32 HASIBHOCTI 5 03HaK (3 — 3 yucIia rojio-
BHUX KPUTEPIiB Ta 2 — 3 MiHIMQJIbHUX), Y JiTell moHaz 3
POKM — 3a HasIBHOCTi 8 03HaK (4 TOJIOBHUX + 4 MiHiMaJTb-
Hux) [18].

AIArHoCTHUYHI Kputepii CUHAPOMY
Mpaaepa — BiAAi
FonosHi kpurepii

— IHHC: M’130Ba TiOTOHIS B HEMOBJISITU.

— IIITyHKOBO-KMIIIKOBMI TPaKT: MTPOOIeMU TOTyBaH-
Hsl i/a00 3aTpyMKa (Di3MYHOr0 PO3BUTKY B HEMOBJISITH.

— XapyuyBaHHS: IIBUIKA ITpHOaBKa MacH Tijia y AUTU-
HU BiKOM 6 MicsI1LIiB — 6 pOKiB.

— YepenHo-nuiesi iu3mMopdii: By3bKUi 100, MUTIA-
JIeOAiOHM po3pi3 oueid, By3bKa CIIMHKA HOCY, OIYILEHi
KyTH pOTa.

— EHAOKpUMHHI: TiMOrOHAANU3M.

— PosBuToK: 3aTpuMKa pO3BUTKY Ta/ab0 po3yMoOBa
BIZICTAJIICTh.

MiHiMaAbHI kputepii

— HesposoriuHi: 3MeHIIIEHHSI PYXOBOi aKTUBHOCTI
tona/iH(aHTUIbHA JIeTapris.

— JluxanbHi: TIOPYIIeHHST CHY i/ab0 armHoe I Jac
CHY.

— EHIOKpUHHI: HU3bKUI OYiKyBaHUI picT (HMKYe
CEPEIHBOTO JOPOCIIOTO POCTY).

— JlepMaTOJIOTiUHi: TillOMirMEeHTAallisl [KIpU Ta BO-
Jloccsl.

— OpTomneanyHi: MaJeHbKi KUCTI i CTYITHI.

— OpToneanyHi: By3bKi pyKHU 3 YJIbHAPHOIO AeBialli€o.

— OdTanbMoIOriyHi: cTpadi3M/MioITisl.

— CroMaroJIorivHi: rycTa Kjieiika cJiiHa, Kapiec.

— JIOP: nepexTrt MOBJIEHHEBOI ApTUKYJISILIT, T3Sl

— IlcuxiaTpyyHi: MaLiEHTU MOXYTh PO3AUpPaTH, pBa-
TU BJIaCHY LIKipy (y AesKUX BUmagakax y xsopux i3 CITB
PO3BUBAETLCS aHEMisl BHACTIIOK BTOPMHHOI KMIIKOBOI
KPOBOTEYI MiCJIsi TPABMYBAHHS IIKipY B TJISTHIL aHYCY).

AOoAQTKOBI KpUTEPIi

— Hesposnoriuni: Bucokuii 60Jb0BUI TIOPIT i HOpP-
MaJTbHi IIPY TIiIIOTOHI1 HepoM’ sI30Bi TOKA3HUKH.

— lacTpoeHTepoIoTiyHI: 3MEHIIIEHHS OJIFOBAHHS.

— EHpmokpuHooriyHi: HeeeKTUBHA TepMOpPEryJIsi-
1is1, paHHe adrenarche i/abo ocTeornopos.

— OpTorneaunyHi: cKoJio3/Kidos.

— 3arajibHUI PO3BUTOK: BMIJIO CKJIagalOTh KapTUH-
KU-TIa3JId.

st yrouHeHHs giarHo3y cuHapomy [panepa — Bimi
HeOoOXiITHO MPOBECTH TeHeTUYHE TecTyBaHH [9, 14, 18].
Lle TectyBaHHSI BKJIIOUAaE B cebe XpOMOCOMHUIA aHali3
(MOJTEKYIISIPHO-LIMTOTCHETUYHE TOCITIIKEHHS, KapioTH-
ITyBaHHST) JUTST BUSIBJIIEHHSI Mikpojesettii 15-1 xpomocomu
B JIOKyci 15q11.2-q13 Ta OILiHKY IpolIeciB METUIIOBAH-
Hs B JoKyci (SNRPN and PW71) 3a normomororo 06j10T-
riopunm3aiiii 3a Cay3epHoM a00 MoJiiMepa3Hoi JIAHLIIOTO-
Boi peakuii (ITJIP) i3 Bukopucranusm JIHK-mpaiimepi
JUTST BUSIBJICHHST METUJTIOBAHHSI LIMTO3MHY. 310POBi 0COOU
MaloTh OOMIBI (METUILOBAHY Ta HEMETUILOBAHY) ajelli,
y Toii yac siKk ocoou 3 CIIB maloTh Jivile MaTepUHChKY
METWJILOBAHy ajiefib. LIMTOTeHeTWIHMIT aHaji3 BHCO-
KOI TOYHOCTi Moxe BusiBUTH Aenelito 15q11-ql3; xoua
30€epiraeTbCsl BEIUKUIA BiICOTOK OTPUMAHHS XMOHO-HE-
TaTUBHOTO a00 XMOHO-TIO3UTUBHOTO pe3yiabTary. Mdiro-
OpecLeHLisl B riOpuam3allii 3 BUKOPUCTaHHSIM 30HIB Y
mexax KputrnaHoi gistHky CITB (SNRPN i DI 5SI 1),
€ Jenelii 3BU4aiiHoro posmipy, mo crpuuntse CIIB.
VYHinapeHTHa qucoMist MoKe OyTH BUSIBJIEHA 3a JOTTIOMO-
roto TP i3 BUKOpMCTaHHSIM MiKpOCATETITHUX MapKePiB
i3 pinstHky CITB. AHani3 aeTexiii yHimapeHTHOI JucoMil
MoTpedye 3pa3KiB Big 000X 0aTbKiB Ta auTUHU i3 CITB.

MpeHAaTaAbHA AIArHOCTUKA

IIpenaranpHa aiarHoctuka CIIB moximBa. Meton
(moopectienTHOI TiOpuan3artii in situ (FISH) moxe Oytn
BU3HAYAJILHUM JIIaTHOCTUYHUM TECTOM JUTSI TTATBEp-
JIKEHHSI MPeHaTaJIbHOIO /iarHo3y Aenelii B AusHui 15q
IMiJ Yac MpoBeleHHs OioMCii BOPCMH XOpioHY a60 aMHio-
neHTe3y. Pusuk Hapomkenus gutunu 3 CIIB y ciM’i, ne
BX€ € OIMH XBOPHUI HAIaNOK, 3aJIEKUTh BiJ, MEXaHi3My
BMHMKHEHHS TeHETUYHOI XBopoOu. VIMOBIpHicTb Hapo-
JDKEHHST XBOPOi TUTHHU CTAaHOBUTH MeHIe 1 %, sKio
el BUIMaJoK OOYMOBJIEHUI Jeseliclo reHa abo yHimna-
PEHTHOIO AUCOMi€l0. Y MALEHTIB i3 MyTalli€lo B LIEHTPi
IMIIPUHTUHTY TECTYIOThCSl Oi0JNOTiuHI OaTbKM Ha HasB-
HiCTb aCUMMTOMHMUX MYyTallil y LEHTPi IMIPUHTUHTY;
BKa3aHi MyTallil 3yMOBJIIOIOTh BUCOKWI MOBTOPHUI pU-
3uk cuHapomy (50 %). Y BUMaaKy mosiBU XpOMOCOMHHUX
TpaHCIOKAllill PU3MK BUHUKHEHHSI PO3JTajly B HACTYITHOI
JUTHHY CTaHOBUTH 25 % [11, 14].

YCKAOAHEHHS

VYcknagHeHHs, 1110 BUHUKAIOTh YHACIIOK OXXMPiH-
HsI, — aItHOe TIiI Yac CHy, JIeTeHEeBO-ceplieBa HelocTaT-
HiCTb, TinepTeHsist, TpoMOopIeOiT, LIyKpoBuii aiabeT 2-ro
TUITY, BUBUX TOJTiIBKM CT€IHA Ta XPOHIYHMI HAOPSIK Hir, —
€ TOJIOBHUMU TIPUYMHAMU BHMCOKOI 3aXBOPIOBAHOCTI Ta
cmepTHocTi oci6 i3 CIIB. JdocnimkeHHs Jlemb6a (Lamb)
CBimUaTh PO MepeadacHNi PO3BUTOK aTEPOCKIIEPO3Y KO-
POHAPHUX CY[IMH, MATOJOTIYHOTO OXKUPIHHS Ta IHCYJIiH3a-
JIEXKHOTO IyKpOBOTO Aiaberty B narieHTiB i3 CI1B y monomo-
My BiLIi. 3amyxa cTajia IpUYMHOK cMepTi y 7,9 % naiieHTiB
cepen 152 nocmimKyBaHMX 0OCi0 i3 JaHOIO MAaTOJIOTIENO.

IHme mocmimkeHHs 8 miTeil Ta 2 JOPOCIUX OIMMCYE
CUHAPOM pAaITOBOI CMEPTi SIK OAHY 3 MPUYUH CMEPT-
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HOCTi; y 3 i3 8 miTeit BimMiyaroTh HEBEIMKI PO3MIpU Hal-
HUPKOBMX 3aJ103, 1[0 CBIAYUTbH MPO HATHUPKOBY HEIO-
cratHicThb. [Toganbii 1oCiIKeHHSI OCKapXKyIOTh YaCTOTY
LEHTPATbHOI HATHUPKOBOI HEAOCTATHOCTI, 3aITPOIIOHO-
BaHY IIMMH aBTOpaMHU, BBAXKAIOUH, 1110 1€ PiIKICHUI B~
nanok [11].

MporHo3s

CI1B BBaxka€ThCS PidKiCHUM TEeHETUIHUM PO3JIaIOM,
ajie Haifitbw 4acmoro 6idomor0 2eHemu4Hor opmoro
oumsoeo oxcupinnsa [2]. IomynaiifiHa yacToTa maroio-
rii craHoBuTh 350 000—400 000 mromeit B yChOMY CBITI.
Ha >xanb, 116 3aXBOproBaHHS HE 3aBXKIU JialrHOCTYEThCS
BYACHO, He3BaXkalouu Ha Pi3HOMAaHITHICTh AiarHOCTUY-
HUX KpuUTepiiB. MeTolo 1€l CTaTTi € HaJaHHsI J0AaTKO-
Boi iH(popMallii crocoBHo CIIB, a TakoX MiaABUILEHHS
piBHs1 BusiBieHHs CIIB y poboTi MpakTUKyOuuX mneia-
TpiB. CBo€yacHa moctaHoBKa miarHo3y CIIB cmpasisie
3HAYHWI BIUIMB Ha 3MOPOB’SI Ta SIKiCTh KUTTS OCi0 i3 mia-
rHo3oM CIIB. KoHTpomnb 3a XxapakTepHUM OKUPiHHSIM
Ta po3/lIagaMu TMTOBEMiHKN € CepUO3HMUM 3aBIaHHSAM IS
neaiaTpiB, TeHETUKIB, €HIOKPUHOJIOTIB, JIETOJIOTIB, TICU-
XiaTpiB Ta MiKJTyBaJIbHUKIB.

Cy4acCHi METOAM AiKYBOHHS

3rigHo 3 HakazoM MO3 Ykpainu Ne 55 npo HamaH-
Hs1 MeanuyHoi nornomoru aitsam i3 CIIB Bim 03.02.2009,
Tepariisi TOBUHHA OYTH CripsiMOBaHa B 6 OCHOBHMX Ha-
MpsIMKax: MoYyaTkoBa KOPEKIlisi M’SI30BO1 TiMOTOHii abo
npobJieM BUTONOBYBAHHS, JIIKyBaHHS OXWPiHHS, 3a-
TPUMKU POCTY, TIMOTOHAIMU3My abo TiMOIMITyITapu3My,
MOBEIiHKOBUX MPOOJIeM, JIIKYBAaHHS IHIIUX YCKIaTHEHb
ta nposeiB CIIB (1rykpoBoro miadbeTy, alrHOE ITiJ 9ac CHY,
cunapomy [likBika), KOHTPOJIb CKOJIi03Yy, KOPEKILisl CTpa-
6i3my Ta iH. [17].

Oxcupinna. Ha naHuii MOMEHT TpaduliiiHa Teparisi
MaTOJIOTIYHUX CTaHiB, 110 CYNPOBOIKYIOTh CUHIPOM,
HeedekTuBHa. OmHaK AesKi JiKyBaJbHiI 3aXOAU TO3U-
TUBHO BIUIMBAIOTh HA CTaH 3A0POB’S MauieHTiB. s
NpodiTaKTUKA OCHOBHOI NMPUYMHU 3aXBOPIOBAHOCTI —
OXUPIiHHS — PEKOMEHIOBaHa 30aJlaHCOBaHA TillOKaI0-
pitina miera (1000 kanopiii i3 TOMTOBHEHHSIM BiTaMiHAMM
i KaJIbIlieM) 3 paHHBOTO IIKITBHOTO BiKY TIi/l peTETbHUM
KOHTposieM nieTosiora. ChOroiHi He 1oBeeHa e(heKTUB-
HICTh IIpemnapariB 3 aHOPEKCUTCHHOIO MTi€r0 Ha rinmepda-
riro B miteit i3 CI1B.

Jlikyeanus npenapamamu 20pMOHa pocmy 3MEHIIIYE
Macy Tijla, KOPerye OCTEOIleHil0, 3arodira€ po3BUTKY
CKOJTio3y 1 B JIeSIKMX XBOPUX KOPErye 3MiHU MOBEAiHKU.
BumiproBaHHs HaTileceplie B CHUPOBaTLi KPOBi PiBHS
3pOCTaHHS iHCYJIiHOMOAIOHOTO (hakTopa | i iHCyJ1iHOMO-
JiOHOro (pakTopa 3B’3y1040ro Oiika 3 € CKPpMHIHTOBUM
METOJIOM JIsl BUBHAUYEHHS 6a30BOTO JAehilluTy TOPMOHA
pocty. 20 gepBHs 2000 poKy YIIpaBIiHHS MIPOAOBOJIHECTBA
i menukamenTiB CLLIA cxBaymio 3actocyBaHHS Tperia-
paty ropMOHa POCTY B JiTe€H i3 TeHETUYHO MiATBEPIXKE-
HUM aiarHo3oM cuHapomy [lpanepa — Bini. B Ykpaini
Oro peKOMEHIOBAHO BBOAMTHU T/ MIKipy LIOMHS abo
6 nHiB Ha TxKIeHb. CyMapHa THXKHEBA 1033 CTAHOBUTH
0,15—0,3 Mr/Kr i3 MOaJbIIOK KOPEKIIi€ e(peKTUB-

HOi 0o3W. 3rifHO 3 JAaHUMU aMEPUKAHCHKUX YUYCHUX,
DPEKOMEHIYETHCSI BUKOPHMCTOBYBATU T€HOTPOITIH Y A03i
0,24 Mr/KT/THXIEHb, TIONIEPEIHbO PO3MIICHUI Ha PiBHI
JI03U TSl 6—7 IMOACHHUX iH €KIIii, i OMHITPOMIiH y 103i
0,24 Mr/Kr/TrKneHb o 6—7 moaeHHuX iH ekuii. Epex-
TUBHICTh Ta Oe3MeKa JOBrOCTPOKOBOIO 3aCTOCYBAHHS
TOpMOHA POCTY OyJIY OLIIHEHI B YUCJIEHHUX JTOCIiIKEeH-
HSIX, TIPUCBSYEHUX PO3JIafiaM, 110 CYMPOBOIKYIOTHCS
HU3bKOpocicTIo. [TokazaHHSIM JJ1s1 MOYaTKy JIiKyBaHHS
COMAaTOTPOITHUM TOPMOHOM € JOBEJICHA TCHACHIIIS 10
3aTPUMKU 3pOCTy. 3a JliTepaTypHUMU JaHWMU, Y CBIiTO-
Bili MpaKTULIi JTiKyBaHHSI pO3IIOYMHAIOTh Y Billi Bill IBOX
JI0 YOTUpbOX PoKiB. Ha chorogHi B YkpaiHi AepxkaBHa
mporpamMa i3 3abe3rnedyeHHs1 AiTeii TOPMOHOM POCTY ITO-
LLIMPIOETHCS Ha AiTel i3 rinoizapHUM HaHi3MOM Ta CUH-
napomom Teprepa [10, 16, 17].

Diziomepanis. Y 3B’I3Ky 3 HAIBHICTIO TilTOTOHII JiTH
MOTPeOyIOTh TOAaTKOBOI Tepartii — Macax i JIOK mist Ha-
OyTTS1 OCHOBHUMX i TOHKMX MOTOPHUX HABHMKIB, MiACUJIEH-
HSI CTUHHOI MYCKYJIaTypH JIJIsl MiHiMi3allii ckostiody. 3a-
OXOYEHHS 10 (Pi3MUHOI MisTbHOCTI BasKJIMBE JIJ1s1 KOPEKIIil
MacHu Tija.

Xipypeiune nikysanns. XBopi Ha CI1B MoxXyTb moTpe-
OyBaTU XipypriyHOro JIiKyBaHHSI YCKJIaAHEHb OXUPiHHS,
KPUNTOPXi3My Ta ckoliody. BoHu MoxXyTh moTpeOyBaTu
PETEJIbHOTO XipypriyHOIo CIOCTEPEKEHHST Y 3B’S3KY 3
abJoMiHAJIbBHUMM TIpoOJieMaMu: BHACiIOK BUCOKOI TO-
JIEpaHTHOCTI 0 00JII0 1 HU3bKOI1 3IaTHOCTI 10 OJII0OBaH-
HST MOXYTb ITi3HO 3’SIBJIITUCH CUMITTOMU XOJICIIUCTHUTY,
areHANIMTY 200 TOCTPOTO PO3IMIMPEHHS TUTYHKA 3 PU3U -
KOM IpOTrpecyBaHHs 10 HeKpo3y [ 16].

KAiHiYHe cnocTepe)XeHHs

[Mamienram i3 CI1B HeoOXimHa KOHCYJIBTALLST TaKUX
daxiBuis [17]:

— TeHeTHKa — JIJIs1 TIEPBUHHOI MEAMKO-TeHETUYHOI
JIarHOCTUKYA 3 BUKOPUCTAHHSIM KJIiHIYHUX Ta CIIELM-
(iYHMX FeHeTUYHUX METO/IB JOCTIIXKEHHST Ta KOHCY/Ib-
TyBaHHSI 3 MUTaHb iH(poOpMaTU3alii IOA0 BU3HAYEHHS
PU3UKY HAPOMKEHHS XBOPUX JITeH y CiM’T;

— EHIOKPMHOJIOTa — JIJIsl PEryJIsSIpHOTO KOHTPOJIIO
MOKAa3HUKIB (DiI3UYHOr0 PO3BUTKY, OLIIHKM AOCTIIKEHUX
JIabOpaTOPHUX Ta iHIIUX MOKA3HUKIB MOHITOPUHTY JIIKY-
BaHHS;

— mieTonora — IS KOHCYJIbTYBaHHSI 3 TIPUBOLY Hall-
JIMILIKOBOI Baru;

— o(ranbMosiora — AJist KOpeKlilii KOCOOKOCTi;

— TyJIbMOHOJIOra — JIJ1s1 TPO(iIaKTUKY BUHUKHEHHS
artHoe TIiJT yac CHY;

— rcuxiaTpa, IIcuxoJjiora abo 000X (haxiBIiB — i3 IpH-
BOIY KOPEKIIii MOBEAiHKOBUX MPOOJIEM;

— racTpoeHTepoJIora — 3 TUTaHb MiarHOCTUKY Ta YCY-
HEHHS MPpo0bJieM i3 60KY IITYHKOBO-KHUIIKOBOTO TPAKTY.

CIIB — MyabTUCUCTEMHUI PO3JIal i3 BEIMKUM Pi3-
HOMAHITTIM KJIiHIYHUX TMpOsBiB. JMHaMika PO3BUTKY
JUTUHU JTO3BOJISIE MiATA BUCHOBKY, IO BIIPOBAIKCHHS
3aMpPOIOHOBAHOIO KOMILIEKCY JiKyBaJbHO-TI€AArori-
HUX 3aXOMiB MOXe CIpUITH e(eKTUBHOMY JIIKyBaHHIO
niteii i3 cuaapomom Ipagepa — Binmi i MoxkaMBOCTI iX
COIliaJIbHOI iHTerpallil B CyCIiIbCTBO.
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Tab6nunus 1. AuHamika nokasHUKIB pi3an4HOro po3BuUTky xsonymka 3 ClrB

Bik “:;‘;a JoB)XHWHa Tina OKPYKHiCTb ros10BU Oprm:ifi::;pyani IHaeKc macu Tina
r CB* (] CB (] CB cMm A6c. CB
3 mic. 4260 -3,28 38 -2,18 335
4 wic. 5000 -3,07 60 -2,11 40 -1,56 34,5 13,9 -2,58
6 mic. 6800 -1,72 66 -1,3 42 -1,49 42 15,6 1,3
1 pik 3 mic. | 10600 0,17 75 -1,8 46,5 -0,3 48 18,8 1,7
1 pik 7 mic. | 11200 -0,02 77 -2,39 a7 -0,45 51 18,9 2

KAiHIYHMIM BUNOAOK

HaBoauMo KJIiHIYHMIA BUTAAOK MallieHTa 3 CUHAPO-
moM Ilpanepa — Bimuni 3 Hatoi mpakTuku. Y yepsHi 2013
POKY Ha KOHCYJIETATUBHUMA TIPUIOM 3BEpHYJINCST OATHKH 3
JUTUHOIO (XJIOIMYMK BiKOM 4 MiCsIlli) 3i cKapramu Ha Bif-
CTaBaHHS B MOTOPHOMY Ta (Di3MIHOMY PO3BUTKY, BHpa-
JKEHY M’SI30BY TilIOTOHIIO, IPOOJIeMI 3 BUTOIOBYBAHHIM
Ta yacTe 3pUTyBaHHs. 3 aHaAMHE3y BilIOMO, IO AWUTHHA
Bin 2-i BariTHOCTI Ha (POHI HEHTPATBHOTO MepeIIeKaH-
HS TIJIALUEHTH, TUIAHOBUIA KecapiB po3ThH Ha 37—38-My
TVKHI, HApOJAMBCS 3 Majiolo Macoro Tila — 2540 r. 3 Ha-
POIIKEHHS CIocTepiraiacsl BUpaXkeHa M’s130Ba TiIOTOHisI,
BiICYTHICTb CMOKTAJILHOTO pedieKCy, Y 3B’SI3KY 3 UMM BiH
3HAXOAMBCS Ha 30HIOBOMY BUIOJOBYBaHHiI BIPOJOBXK
1-ro micaus. BurogoByBaHHsI 1ITydHe. Y Billi 3 MicsLIiB
MPOXOAUB OOCTEXXEHHSI Ta JIiKyBaHHsI Ha 0a3i HEBPOJIO-
TiYHOTO BiiIEHHS MiCbKOI1 JIiKapHi, e OyJI0 BUCJOBIEHO
IMiZI03pYy Ha CITiHAJIbHY M’s130BY aTpodito 1-ro TuIty, mpo-
BEJIEHO BilMOBiHE T€HETUYHE TECTYBaHHS, 1110 HE Mif-
TBEPOMWJIO TIONEpeAHilt miarHo3. IlpoBemeHO TreHeTUdIHe
KOHCYJIbTYBaHHsI Ta KapiotunyBaHHs (46XY). KoHcyib-
TOBAaHUI OPTOINEAOM: AUCILIA3iSI KYJIBILIOBUX CYTJIO0IB.

ITpu ornsimi 3BepTanu Ha ceOe yBary BUpaXkeHa M’ s130Ba
TiMOTOHIS, BiACTaBaHHSI B MOTOPHOMY (HE YTPMMYBAaB I'O-
JIOBY, He riepeBepTaBcs) Ta (hi3MUHOMY PO3BUTKY (Ta01. 1),
MHOXMWHHI MaJli aHOMaii po3BUTKY (0J13bKO MOCaIKEHi
0Yi, CIJIoIIeHe TIepeHiccsl, HempaBuibHa (hopMa roJioBH,
CaHJAJIeBUIHA IIIJIMHA, TBOOIYHMI KpunTopxi3m). LIIki-
pa 6J1ia, Bojoccs cBiTie. Peakilist Ha OrJjisij macuBHa, ajie
oy (Pikcye, CTEXKUTh 3a IPeIMETaMU.

Cripatourch Ha JaHi aHaMHe3y Ta pe3yJlIbTaTh 00-
CTeXEHHSI, MU BMAUIMIM TaKi OCHOBHI MaTOJOTIYHIi
CHMIITOMH: M’SI30Ba TilIOTOHISI, BiICYTHICTb CMOKTaJIb-
HOro pedJiekcy Ta MmpobjeMy 3 BUTOIOBYBaHHSIM, Maja
Maca Tijla TIpU HapoO/DKEHHi Ta TOBiJIbHE 30iIbIICHHS
Baryd BIPOIOBX TMEPIIMX MiCSIiB XUTTS, JMLEBI AU3-
Mopii, IBOOIYHUIA KPUTITOPXi3M, 1110 BiAIIOBiJaIOTh TO-
JIOBHUM MiXHApPOAHUM KPUTEPisIM, XapaKTepHUM LIS
CIIB. X7nomuumky peKOMEHIOBAaHO KOHCYJIbTALlil0 TIe-
HeTuka, Y3/l opraHiB 4epeBHOI MOPOXKHUHU Ta HUPOK,
JNOCTIIKEHHST PiBHSI TOPMOHIB ILIMTOMNOMIOHOI 3a703H,
TJIIOKO3U, MPOBEACHHS MEYiHKOBUX IMPOO, JiMigorpamMu
Ta reHeTnaHE TectyBaHHs FISH-MmeTomoM Ha HasiBHiCTB
Mikpogesnelii 15-1 XxpoMmocomu, TaKOX HagaHi peKOMEH-
Jalii 1oao BUromoByBaHHs. OTprMaHi Taki pe3yJsbTa-
TH: oko3a — 5,44 mmonb/n, T, BitbHWMiA 8,5 MMONIL/IT
(4,0-11,5), T, BinbHuii 21,0 nmons/n (8,8—25,0), Tupeo-
TpornHuii ropMoH 4,7 MMe/n (0,4—5,0); Ha Y3]1 opraHis

YepeBHOI MTOPOXKHUHU 0€3 CYTTEBOI CTPYKTYPHOI MaTOJIO-
rii. [eHeTHUHe TecTyBaHHSI He OyJi0 oApa3y MpOBEACHO,
OCKIiJIbKM MOJIOHI TECTU HE MPOBOAUINCH Y HAILIOMY pe-
rioHi Ha Tolt yac. JIuTrHa 3HaXOAMJIaCh il HATJISIIOM Tie-
JiaTpa, HeBpoJora, OTpUMMyBaJla KOHCYJIbTallii TeHEeTHKA,
SHIOKPUHOJIOTA, YPOJIOTa, OTPUMYBajIa CUMITTOMATUIHE
nikyBaHHs, JIOK, Kopekirito palioHy xapayBaHHS (CTpO-
Wi PeXUM TIPUIOMY TXi, 0OMEeXXKeHHSI JIeTKO3acBOIOBa-
HHMX BYIJICBOZIB Ta XupiB). Y BepecHi 2014 poky (y Bili
1 pik 8 Mic.) mpoBeAEHO KapiOTUITYBaHHSI Ta JiarHOCTUKY
mikponeneii 15-i xpomocomu FISH-MeTonom: kapiotun
46, XY.sh del(15)(15q11-15q13)(D15Z1+, D15S10-,
PML+). Xjomuuk 3HaXOAUThLCS T HATJISIA0M TTpodiib-
HUX CHEUIaJiCTiB, PEryJsipHO IMPOXOAUTh 0a30Bi KOHT-
pOJIbHI OOCTEXXEHHS 3TiIHO 3 peKOMEeHIaLisSIMU (IUB.
nipotokon Ne 55 Bim 03.02.09).

3 BIKOM CHOCTEPIra€ThCsl TEHASHLIST 10 MiIBUILEHHS
aTleTUTY, TIOMIpPHOTO TIPUILIBHUIIICHHS HA0Opy Baru, 1o
KOHTPOJTIOETHCSA 3aBISKU JOTPUMaHHIO TieTH. [TocTymo-
BO TIPOSIBJISIETHCSI TIOMipHE BificTaBaHHS Y 3pocTi (—2,39
CTaHJIAPTHOTO BiIXWJIEHHS Ta 30UIbIIEHHS iHAEKCY Macu
tima (18,9—2,0 ctanmapTHOro BigxwieHHs). MoTopHMit
PO3BUTOK HAOJIMKAETHCSI IO BIKOBMX TMOKA3HUWKIB, aje
CIIOCTEPIra€ThCsl 3HAYHE BiICTaBaHHSI B PO3BUTKY €KC-
MPECHBHOTO MOBJICHHSI Ta TTIOMipHE BilCTaBaHHSI B PO3Y-
MiHHi MOBJICHHSI.

BucHoBKM

CunapoM Ilpanepa — Biti Mae xapakTepHi KiiHiu-
Hi MTPOSIBHU, SIKi B OLTBIIIOCTI MALIIEHTIB MOXYTh OYTH BU-
SIBJICHI BXX€ Ha MEPIIOMY MiBPiuyi KUATTH, 11O T03BOJUTh
MPOBECTU CBOEYACHY KOPEKIIi0 METAOOIIYHUX i TOPMO-
HaJIbHUX PO3JIaIiB Ta MMOKPAIIUTU TTPOTHO3 1T KOXKHOTO
OKpeMoro TaifieHTa. JIyist yTouHeHHS JiarHO3Y 3 YCITIXOM
MPOBOJUTHCS TEHETUYHE TECTYBaHHSI, 1[0 HAa ChOTOAHI
CTajI0 JOCTYITHE B OiJIBIIIOCTI perioHiB Haloi KpaiHu. Bia-
KPUTUM 3aJTUIIAETHCS TUTAHHS MATPUMYI0YOi TOPMOHO-
teparmii CTT, 1110 Moxke 3anobiraty psiny yckiaaaHeHb, Xa-
PaKTEPHUX [UISI CUHIPOMY, Ta TOKPAIIMTHU SIKICTh KUTTS
niTeit i3 cunapoMoM Ipanepa — Bisuti B MaliOyTHEOMY.
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XumeHko T.H., Aaaxosckast A.A.
OaeCcCKkuMb HAUMOHAABHBIVE MEAMLIMHCKA YHUBEPCUTET

CUHAPOM NMPAAEPA — BUAAU B MPAKTUKE BPAYA-
NMEAVATPA, COBPEMEHHBIE MOAXOAbI B AUATHOCTUKE
N AEYEHUA

Pestome. Ilean. [To3HakoMuUTh Bpayeil ¢ AMarHOCTUYECKU-
MU KPUTEPUSIMU ¥ COBPEMEHHBIM KOMIUIEKCHBIM ITOIXOIOM K
nedeHuto neteii ¢ cuaapomom [panepa — B, OcBetnieHst
BOITPOCHI JIEUEHU S ITperapaTaMu TOPMOHA POCTa, COLUATbHOMN
MHTErpalyy NalMeHTOB, MPUBEIeH KINHUYECKUN ciayJyail u3
npakTuky. [IpoBeneH aHaIM3 HAyYHOU JIUTEPATYPHI BEMYIITNX
OTEYECTBEHHBIX M WHOCTPAHHBIX aBTOPOB. B crathe mpem-
CTaBJIEHbl COBPEMEHHBIE MOAXO/AbI K paHHE! IMarHOCTUKE Ha
OCHOBaHUU OOJIBLIINX U MaJIbIX TUAarHOCTUYECKUX KPUTEPUEB
yXe Ha TepBbIX MecsIax XU3HM, TOKa3aHWs K TTPOBEICHUIO
MOJIEKYIISIpHO-TeHeTYecKoro TectupoBanust FISH-meromom
JUIS1 BBISIBJICHUST MUKpozaeaennu 15-if xpomocoMbl. OmnucaH-
HbII ciaydail cunapoma [lpagepa — Bwinu nemoHctpupyer
TUTTMYHbBIE KIIMHUIECKUE TIPOSIBIICHUST, HEOOXOIMMOCTh MEX-
MUCHUTUIMHAPHOTO TIOIXOAa W TIOCTOSTHHOTO MOHUTOPWHTA
cocTosiHus nanueHToB. BeBoasl. Cunapom [Ipanepa — Bui-
JIV UMEET XapaKTepHble MPU3HAKK, KOTOPbIE Y OONBIIMHCTBA
MMAIIMeHTOB MOTYT OBITH BBISIBJICHBI Ha TIPOTSIKEHUH TIEPBOTO
TIOJTYTOAMST KU3HU, UTO TIO3BOJIUT TIPOBECTU CBOEBPEMEHHYIO
KOPPEKIIMIO META0OINIECKIX U TOPMOHATBHBIX PACCTPOMICTB,
VAYYIIATh KAueCcTBO XXW3HM. [Is1 yTOUHEHMsl IuarHosa c
YCTIEXOM TPOBOIUTCSI TEHETUUECKOE TECTUPOBAHUE, KOTOPOE
Ha CETONHSIIHUN IE€Hb AOCTYITHO B OOJBIIMHCTBE PETUOHOB
YkpanHbl. OTKPBITBIM OCTaeTCsl BOMPOC TMOAAEPKUBAIOLICH
TOPMOHOTEPANNU, KOTOPast MO3BOJISIET CYLLIECTBEHHO KOPPH-
rupoBath (PeHOTUI OOJIBHBIX ¢ cuHaApoMoM [Ipanepa — Bui-
Jr, obecrieunBast afnekBaTHoe puznyeckoe passutue. [loiro-
CPOYHOE MCMOJIb30BaHNE PEKOMOMHAHTHOTO TOPMOHA pOCTa
MOXET MPeNOTBPATUTh PsIJl OCIOXHEHUIN, XapaKTePHBIX IS
CUHIPOMA, U B LIEJIOM YJIYYIINATh KAaYeCTBO XXW3HU MAIlEHTOB
B OyayLIeM.

Kirouessie cioBa: cunapom [1panepa — Busuim, amarHoctu-
Ka U JIeYeHNe, COMAaTOTPOIHBII TOPMOH.
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PRADER-WILLIE SYNDROME IN THE PRACTICE
OF PEDIATRICIAN. MODERN APPROACHES TO THE
DIAGNOSIS AND TREATMENT

Summary. Objective. To familiarize the doctors with diag-
nostic criteria and modern comprehensive approach to the
treatment of children with Prader-Willie syndrome. The prob-
lems of treatment with growth hormone, social integration of
patients were stressed, a clinical case from practice is presented.
The analysis of the scientific literature of leading foreign and
domestic authors has been carried out. The article presents the
current approaches to early diagnosis based on large and small
diagnostic criteria already at the first months of life, indications
for molecular-genetic testing by fish-method to detect micro-
deletions of chromosome 15. A case of Prader-Willi syndrome
demonstrates the typical clinical manifestations, the need for a
multidisciplinary approach and continuous monitoring of pa-
tients. Conclusions. Prader-Willi syndrome has characteristic
features that can be detected in most patients during the first six
months of life, which will made it possible to carry out timely
correction of metabolic and hormonal disorders and to improve
quality of life. To clarify the diagnosis, genetic testing, which
today became available in most regions of Ukraine, is success-
fully performed. The question of supporting hormone therapy
that enables to adjust significantly the phenotype of patients
with Prader-Willi syndrome, providing adequate physical de-
velopment, is still open. Long-term use of recombinant growth
hormone can prevent a number of complications characteristic
of the syndrome, and to improve the quality of life for patients
in the future.

Key words: Prader-Willie syndrome, diagnosis and treat-
ment, growth hormone.

N2 4 (64) « 2015

www.mif-ua.com

123





