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BUITAIOK CUHJIPOMY ITPAZTEPA - BULJII B KJITHIYHIHN ITPAKTUIII IIEJIATPA

CuHgpom lMpagepa — Binni — KOMNAekcHe My/bTUCUCTEMHE FeHETUYHE 3aXBOPIOBAHHSA, ke Mae ayTOCOMHO-peLeCcUBHUN
TMN ycnadkyBaHHA. B OCHOBI pO3BUTKY AaHOI natosorii n1exuTb 3MiHa 15-1 xpomocomu (15q11-q13): geneuis 6aTbKiBCbKOI KOMiT
iIMINPUHTOBAHOI AiNIAHKMA MPOKCUMasIbHOrO BiAAiNny AOBroro nseya 15-i Xxpomocomu, pigle — yHinapeHTHa MaTepuHcbka AMCoMis
15-i xpomocomu abo iHaKTMBALS TeHeTUYHOro MaTepiasly 6aTbkiBCbKOi 15-i xpomocoMu. CHAPOM Mae 6arato crieumiyHmnx
KNiHIYHMX O3HaK: IH(haHTUIbHA M'A30Ba FMOTOHIA, 3aTpUMKa i3YHOro PO3BUTKY Ta PO3ymMoBa BigCcTaniCTb, FiNOroHag0TPOMNHWUIA
rinoroHafn3m, NOBeAiHKOBI PO3/1afu, XapakTepHuil Bupa3 06mM4yys, HU3bKui 3pIiCT Ta akpPOMIKpis. MaTorHOMOHIYHUMYN 03HaKaMu €
rinepdparis Ta NPOrpecuBHNIA PO3BUTOK OXXMPIHHSA. PaHHS diarHoCTrKa 3aXBOPHOBaHHS BXXE Ha NePLLIOMY POLi XXMTTS Aa€ MOX/IUBICTb
MPOBECTN CBOEYACHY KOPEKL,it0 METAB0NIYHUX | TOPMOHA/IbHUX PO3NaiB Ta NoKpaLMT NPOrHo3 A1 KOXHOro OKPemMoro nawjieHra.
Ha cborofHi po3po6aeHo cxemy AiarHOCTUYHUX KpUTEPIiB (FONOBHI, MiHIMasIbHI Ta A0A4ATKOBI). 15 YTOUHEHHS AiarHo3y 3 yCniXom
NPOBOAATL FEHeTUYHe TeCTyBaHHS, sike BK/OYae B cebe XPOMOCOMHWI aHani3 (MONeKynspHO-LUTOreHeTUYHe AOCAIMKEHHS,
KapioTunyBaHHs). AKTYyaslbHUMWN NPU AaHOMY CUHAPOMI € BUKHOYEHHS BCiX HECMPUAT/IMBMX (DaKTOPIB y AONOI0rOBMIA Nepios pos-
BUTKY AUTWHY, MPeHaTasibHa AiarHoCTuKa, NPOBeAEHHS MEeAUKO-FEHETUHHOIO KOHCY/IbTYBaHHS 3 METOK NoNepeKeHHs HapOMKEHHS
OVUTUHW 3i CNaAKoBUM 3axBOpHOBaHHAM. Ockinibky cuHapoM Mpagepa — Bini Mmoxe BUHUKHYTU B abBCOJIIOTHO 340pPOBMX 6aTbKiB,
[N CBOEYACHOI AiarHOCTUKM HeoObXiAHO 3BepTaTu yBary Ha npeHatasibHy AiarHoCTuKy. s npeHaTanbHOl AjarHOCTVKM AaHOro
CYHAPOMY BMKOPUCTOBYHOTb METOA (hlyopecLeHTHOT ribpmuamsadii in situ (FISH) nig yac npoBeaeHHst Gioncii BOPCUH xopioHa abo
amHioueHTe3y. PuU3nK HapoMXeHHs AUTUHK i3 cuHApoMoMm Mpagepa — Binni y ciM’i, Ae BXe € 0AVH XBOpUiA HalLaAoK, 3aU1eXnTb
Bifl ME€XaHi3My BUHWUKHEHHS TEHETUYHOT XBOPOOU. Ha Xaub, Le 3aXBOPIOBaHHS HE 3aBX/M AiarHOCTYHTb B4ACHO, HE3BaXKaKUN Ha
Pi3HOMaHITHICTb fiarHOCTUYHUX KPUTEPIiB. HeA0CTaTHLO BUBYHEHNM 3aUIMLLIAETLCA NUTAHHA NIATPUMYBasIbLHOT FOpPMOHOTEpanii co-
MaTOTPOMNHUM FOPMOHOM, LLO MOXe 3anobirti pagy ycknagHeHb, XapakTepHUX 47189 CUHAPOMY, Ta NOKpawmUT SKICTb XUTTS AiTei
i3 cuHapomom Mpagepa — Binni B MaiibyTHbOMy. CBOEUACHE BCTAHOB/IEHHS AiarHo3y cuHgpomy Mpagepa — Binni mae 3HauHwii
BM/IMB Ha 3[0POB’A Ta AKICTb XUTTA OCI6 i3 A4aHOI NaTONOrIEHD.

Kniouosi cnoBa: cuHapom Mpagepa — Binni; KNiHiYHI 03HaKW; reHeTu4He AOCNIMKEHHS; 4iTK.

CNYYAIA CUHAPOMA MPALEPA - BUNN B KITIMHUYECKOI NMPAKTUKE MEANATPA

CuHgpom lMpagepa — Buaam — KOMMIEKCHOE MY/IbTUCUCTEMHOE TeHeTUu4eckoe 3aboneBaHne, KOTOpoe MMeeT ayTo-
COMHO-peLeCcCHBHbI TN HaCNeACTBEHHOCTU. B OCHOBE pa3BMTUSA AaHHON NaToN0rMm NexXuT n3MeHeHne 15-i XxpoMocombl
(15911-q13): peneuuns poaUTENbCKOM KOMUU MMMPUHTUPOBAHHOMO yyYacTKa NPOKCMMasibHOro oT4aena AJIMHHOro nneva 15-i
XPOMOCOMbI, peXe — YHUnapeHTHas MaTepuHckas gucomms 15-i XpoOMOCOMbI MM MHAKTUBALMA TeHeTUYeCcKoro marepuana
poauTenbckoi 15-i XxpoMocoMbl. CUHAPOM MMEET MHOTO0 CneuutnyYecknx KITMHNYECKMX NPU3HAKOB: MH(DAHTUIbHAA MblLleyHas
TMNOTOHNS, 3a4epXXKa hU3MYECKOro pasBUTUSA U YMCTBEHHAsS OTCTas/I0CTb, TMNOrOHAA0TPONHLIA TMNOroHaan3M, NoBeAeHYeckme
paccTpoiicTBa, XxapakTepHOe BblpaXeHue nuua, HU3KUiA pocT 1 aKpOMUKPKSA. MaTOrHOMOHUYECKMMU NPU3HaKaMu ABMSIOTCS
runepdarusa 1 NporpeccrMBHOE pasBUTUE OXMPEHUS. PaHHASA AnarHocTuka 3aboneBaHns yxe Ha NepBOM rofy XW3HU AaeT
BO3MOXHOCTb MPOBECTW CBOEBPEMEHHYH KOPPEKLIMI0 METAB0NNYECKMUX N TOPMOHA/bHbIX PACCTPOICTB U YNyYLTb NPOrHO3
ONS KaXA0ro OTAeNbHOro naumeHTa. Ha cerofHAWHNA aeHb paspaboTaHa cxema AMarHoCTUYECKUX KpuTepues (rnasHble,
MUHUMasIbHbIE U AOMNONHUTENbHbIE). 115 YTOUHEHNS AnarHosa Cc ycrnexom NpoBOAAT reHeTu4yeckoe TeCTUpoBaHue, KoTopoe
BK/IlOYAET B ce65 XPOMOCOMHbIA aHanu3 (MONeKyNsSpHO-yIbTPa3ByKOBOE UCC/Ie40BaHNE, KAPMOTUNMPOBaHNE). AKTyalbHbIMN
npv 4aHHOM CYHAPOME AB/AITCA UCK/II0UYEHME BCeX HeGaronpuATHbIX DakToOpPoB B AOPOAOBOM Nepuoae pa3sutusa pebeHka,
npeHarasibHasa AMarHocTuka, NpoBefeHre MeanuKko-reHeTUYeCcKoro KOHCY/IbTUPOBAHUA C Lie/bio NpefynpexaeHns poxaeHus
pebeHka ¢ HacnefcTBEHHbIM 3a6osieBaHVeM. Mockonbky cuHapom lMpagepa — Buiim MOXET BO3HUKHYTb Y COBEPLUEHHO
3[,0pPOBbIX POANTENEN, 418 CBOEBPEMEHHON AMArHOCTUKN HEOBX0AMMO 06paLLaTh BHUMaHWe Ha NpeHaTanbHy AMarHOCTUKY.
[lns npeHaTasbHOI AMarHOCTUKM AAHHOTO0 CUHAPOMA UCMONb3YHT MeToZ h/ioopecLeHTHOl rmbpuansauum in situ (FISH) Bo
BpeMs NpoBeAeHNs GMONCcUmn BOPCUH XOpUOHa v amHuoLeHTesa. Puck poxaeHus pebeHka ¢ cuHgpomom Mpagepa — Bunnu
B CeMbe, rae yxe ecTb oAuH 60nbHOW pebeHoK, 3aBUCUT OT MexaHn3Ma BO3HUKHOBEHUS reHeTuveckoii 6onesnun. K coxa-
NeHunto, 370 3aboneBaHNne He Bcerja AMarHOCTUPYHOT BOBPEMS, HECMOTPS Ha pasHoobpasne [UMarHoCcTUYeckux Kputepues.
HepocTaTtoyHO M3y4YeHHbIM OCTAeTCs BOMPOC MOAAEPXMUBAIOLLEl/ rOpMOHOTEPaNnU COMaTOTPOMHbLIM TOPMOHOM, YTO MOXET
NpeaoTBpaTUTb PSS OCMIOKHEHWUI, XapakTepHbIX AN CUHAPOMA, U YYYLINTb KA4eCTBO XW3HN AeTel ¢ cuHapomom lMpagepa
— Bunnu B 6yayuiem. CBoeBpeMeHHas nocTtaHoBka guarHosa cuHgpoma MNpagepa — Bunnm umeet 3HaunTeslbHoe BAVAHNE
Ha 340POBbE W KA4YEeCTBO XWU3HUN NUL, C faHHOW NaTosornei.

KnioueBble crioBa: cuHAPoM Mpagepa — BUnnm; KHuYeckve nNpusHaku; reHeTYeckoe uccefoBaHve; AeTU.

EVENT OF THE PRADER-WILLI SYNDROME IN THE CLINICAL PRACTICE OF PEDIATRICIAN

Prader-Willi syndrome is a complex multisystem genetic disease that has an autosomal recessive type of inheritance. The
basis of the development of this pathology is the change of the 15th chromosome (15q11-q13): the deletion of the parent copy
of the imprinted portion of the proximal long shoulder segment of the 15th chromosome, rarely — the uniform maternal disomy
of the 15th chromosome or the inactivation of the genetic material of the parental 15th chromosome. The syndrome has many
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specific clinical features: infantile muscle hypotonia, delayed physical development and mental retardation, hypogonadotropic
hypogonadism, behavioral disorders, characteristic facial expressions, low growth and acromicriasis. Pathognomonic signs
are hyperfage and progressive development of obesity. Early diagnosis of the disease already in the first year of life makes it
possible to timely correct the metabolic and hormonal disorders and improve the outlook for each individual patient. To date,
a scheme of diagnostic criteria has been developed (main, minimal and additional). To clarify the diagnosis, a genetic testing
test, which includes a chromosomal analysis (molecular cytogenetic study, karyotyping), is performed successfully. Actual
in this syndrome is the exclusion of all unfavorable factors in the prenatal period of child development, prenatal diagnosis,
conducting of medical genetic counseling in order to prevent the birth of a child with hereditary illness. Since Prader-Willi
syndrome may occur in completely healthy parents, for timely diagnosis, attention should be paid to prenatal diagnosis. For
prenatal diagnosis of this syndrome, a method of fluorescence hybridization in situ (FISH) is used during chorionic villus or
amniocentesis biopsy. The risk of the birth of a child with a PWV in a family where there is already one sick child depends on
the mechanism of the occurrence of a genetic disease. Unfortunately, this disease is not always diagnosed on time, despite
the diversity of diagnostic criteria. The issue of supporting hormonal therapy with a somatotropic hormone, which can prevent
a number of complications characteristic of the syndrome, and improve the quality of life of children with Prader-Willi syndrome
in the future remains insufficiently studied. Timely diagnosis of Prader-Willi syndrome has a significant impact on the health

and quality of life of people with this pathology.

Key words: Prader-Willi syndrome; clinical signs; diagnosis; children.

CuHgpom lMpagepa — Binni — koMnNaeKkcHe MynsTUucuc-
TEMHE reHeT1YHe 3aXBOPIOBaHHSA, L0 3yCTpiYaeTbCs 3 vac-
ToTOot 1:10 000-25 000 HOBOHAPOMKEHNX Ta 3 O4HAKOBOH
MOLUMPEHICTIO cepep, X/1I0MYMKIB i AiBYATOK HE3a/IeXHO Bif,
pacuv 4n HapogHocTi [1].

Yneplue 3axBOpPHOBaHHA B AiBYMHKM-NIANITKA Onucas y
1887 p. Ox. NleHrgoH fayH. Y Hei 6yno giarHoCcToBaHO 0Xu-
PiHHA, ManeHbKniA 3PICT, 3HWKEHHS PO3YMOBOT AisANIbHOCTI
Ta oyHKUIT AevHrKiB. Y 1956 p. wseeiuapcbki nikapi AHgpea
Mpagep, Anekcuc JlabxapT i MeHpix Binni onucann uei
CVHAPOM BiNlbLU A€TasIbHO | BUCNOBUIN NPUMYLLEHHS NP0 ay-
TOCOMHO-PELLeCMBHUIA TUN ycnagkyBaHHsA. MoTim 3'asunnca
NOBILOM/IEHHA MPO MOX/IMBICTb ayTOCOMHO-A0MIHAHTHOT
nepegadvi xsopobu [2, 3]. MiaTBEPMKEHHAM AaHUX rinoTe3
6ynu cimeliHi BUNagkn AeB’'ATM XBOPUX (N'ATU X/TONYUKIB i
4YOTMPBLOX AiBYATOK BIKOM Bif 5 A0 23 pokKiB) 3 NOAiGHUMM
KNIHIYHYMK NposiBamMu, NpUTaMaHHUMK JaHiin natonorii [4].
31970 p. ueii po3nag oTpMMaB Ha3By «cuHApoM MNpagepa
— Binni» [5].

OCHOBHI reHeTU4Hi acnekTn cuHgpomy Mpapgepa -
Binni. Ak npasuno, noguHa oTpyMye No OfHil Konii 15-7
XpOMOCOMY Bif, MaTepi Ta 6atbka. Yepes fito iMIPUHTUHTY
aKTMBHICTb KOMiiA BMLLE3a3HauYeHUX reHiB, Lo 6ym ycnagko-
BaHi Bif marepi, fiy)xe H13bka abo B3arasii BifCyTHs, TOOTO
BUPaXeHIi TiNIbkn 6aTbKIBCbKi KOMii reHis.

HapomyKeHHsi XBOpOT AUTHHN 3yMOB/EHE AeneLjieto 6atb-
KiBCbKOi Komii imnpuHTOoBaHMx SNRPN reHiB masnioro sigep-
Horo puboHyknenpoTteiHoBoro noninentugy N i reHa necdin,
AKWI po3MiLLleHWI nopyy i3 knactepamy MPHK: SNORDG64,
SNORD107, SNORD108, gsoma konismu SNORD109,
29 konieto SNORD116 (HBII-85) i 48 konieto SNORD115
(HBII-52). BoHu po3TalloBaHi Ha AinsHLI NPOKCUMasibHOro
Bigainy fosroro nneyva 15-i xpomocomu B AinaHui 15q11-13
[6]. Tak 3BaHWii PWS/AS perioH Moxe 6yTn BTpayeHuii y
pesynbraTi Ail 04HOro 3 AEKiNIbKOX FTEHETUYHUX MeXaHi3MiB,
y 6inbLUOCTI BUNaakiB yepes myTtal;ji.

FeHeTnYHNI AedekT MOXe BUHUKHYTU B O4HOMY 3 TPbOX
HanpsMKIB:

1. Y 70 % ycix BANaaKiB NPUUYMHOIO € BTpaTa YacTuHN
rametTy 6aTbka — BMAANEHHA 6ATbKIBCbKOI XpOMOCOMM
15911-9g13 (pwuc. 1). Lliei manoi genewii 3a3snyali He BU-
AB/ATH 3a JONOMOroH 3BMYaNHOIO reHETUYHOTO aHanisy,
Takoro, K KapioTunyBaHHSA Npu amHioLeHTesi [7].

2. Y 20-30 % XBOPWX BUSABNAOTb HOPMaSIbHUI KapioTun
3a LMTOreHETUYHUM [LOCNIKEHHAM, 3a [ONOMOroK Mosne-
KYyNSAPHO-6i0N0MNYHNX METOZIB — YHINAPEHTHY MaTepPUHCHKY
Avcomito 15-1 xpoMocomun. Y LX XBOpUX BIACYTHA 6aTbKiB-
cbka 15-Ta xpomocoma. Taka CBOEpiHa «rOMO3UroTusaLlis»
BifOyBaETLCA B pe3ynbTaTi HEPIBHOTO KPOCMHroBepy abo
COMaTMYHOT pekoMObiHaLil 3a MexaHi3MOM KOHBEPCil reHiB.

3. B 1-3 % ycix naujieHTiB BiA3Ha4Yal0Tb METU/IIOBAHHS,
TO6TO Moaundikauito monekynm AHK 6e3 skoi-Hebyab 3MiHN
camoi NocCnifOBHOCTI reHiB. Mpu ubomy B Monekyni feski
aToMU 3aMilLlyoTbCS IHLUUMMW, SKi HE MOXYTb MOBHICTIO BU-
KOHyBaTV OYHKLIO TUX, AKUX BOHW 3aMiHAOTb. Y HUX BUHU-
Kae iHaKTMBaLisl reHeTUYHOro marepiany 6atbkiBCbkoi 15-1
XPOMOCOMU: BUMAAKOBI MyTauii (TO6TO AiTv i3 CUHAPOMOM
Mpagepa — Binai MmoxyTb HapoauTMca B abCOMTHO 340-
poBUX 6aTbKiB), XPOMOCOMHI TpaHcNoKau,ii i genewii reHa [8].

Matonoria Mmae ayTOCOMHO-AOMIHAHTHWI TUN yCnagaky-
BaHHSA, NPV SKOMY HenpaBUNbHWUIA FeH MOXe nepegarucs
OWNTWHI Big, 0QHOrO 3 6aTbKiB, | B AaHOMY BuMMagky Le byae
6aTbKO. € Le 0AVH BapiaHT NosiBM 3aXBOPIOBAHHSA — ycnag-
KyBaHHS 1BOX XPOMOCOM Ti/IbKN OHOrO 3 6aTbKiB.

KniniuHi nposaBn cungpomy Mpagepa - Binni. Pos-
Pi3HAOTb OCHOBHI (DEHOTUNN:

1. KnacuuHwuii, abo Tunosuii, heHOTUN PO3BMBAETLCSA
npu myTawji, Aka ctanacs B reHax 6aTbka.

2. [pyruin peHoTMN Mae Ginbl Nerki CMMNToMU, i an-
TUHA NPaKTUYHO He BiAPi3HAETLCA 3a IHTENIEKTOM Bif, CBOIX
O4HONITKIB. Mpun LbOMy MyTaLis Bif6yBa€ETbCA B reHax, ski
Jictaltbca AUTYHI Big maTepi.

Prader-Willi syndrome : Genetic mechanisms
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Puc. 1. 3miHn xpomocom npu cuHapomi Mpagepa — Binni.
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3. TpeTiil TUN € HANTSHKYMM. Y LbOMY BUNAAKY B AUTUHN
NPakTUYHO Bigpasy MNic/is HAPOMKEHHS AiarHOCTYHOTb NaTo-
norito cepyg (Ha T/1i MyTaL,ii B MaTepPMHCLKMX reHax abo npu
HasIBHOCTI AoAaTkoBoil 15-1 xpomocomu).

[aHwnii cmHapoM mae 6arato cneungiuHmx 03Hak: iHhaH-
TWU/bHA M'5130Ba MiNOTOHIs, 3aTpuMKa (Pi3VYHOro po3BUTKY Ta
po3ymMoBa BigCTasliCTb, FMOrOHaAOTPOMHUIA TiNOroHaAU3M,
NOBEAiHKOBI pO3n1aau, XapakTepHUIA BUpa3 061mnyYs, HU3bKIWI
3piCT Ta akpoMmikpis. MaTOrHOMOHIYHUMKN O3HaKaMu LibOro
CUHAPOMY € (hyHKLiOHa/IbHa He3[aTHICTb rinoTasnamMyca:
HU3bKWIA 3PIiCT, NPOrPECUBHWI PO3BUTOK OXMPIHHSA LIEHTPaUTb-
HOro reHesy, rinoroHagn3m, octeonopos [9].

KniHiyHa KapTnHa gaHoro cuHApomy GyBae pi3HO — BCe
3a/1eXuUThb Bif BiKy MaujeHTa.

BHYTPILLIHbOYTPOGHI 03HAKWN: 3HMKEHHS aKTUBHOCTI PyXy
nnogaa, rinotpodisi, 6aratoBoaas, CigHNYHE NepeasieXxaHHs
nnoga.

Micna HapomKeHHS B AUTWHW HasiBHI Taki O3HakKu: ac-
doikcia nig yac nonorie abo Bigpasy Mic/si HAPOMKEHHS,
NeTaprisi, 3HWKEHHS CMOKTa/IbHOrO peduaiekcy, iHoAj — NoBHa
MOro BiACYTHICTb, LUBMAKWIA PO3BUTOK ANCTPOMIT, pi3HWNA
CTyMiHb M'A30BOI TMOTOHIi, WO NPU3BOANTb A0 MOPYLLUEHHS
MOTOPHOIO PO3BUTKY, C/IAbKNiA KPYK, MOX/IMBa Aucniasis
KyNbLUOBUX CYrn06iB, yTPYAHEHE AUXaHHS, HECTABINbHICTb
Temneparypu, rinonnasis crtateBux OpraHiB (KpUnTopxism,
rinonnasis KaauTky, rinonnasis Knitopa), rinoroHagn3m.

O3Haku faHOro CUHAPOMY B PaHHbOMY AWTUHCTBI: 3a-
TpVMKa (Pi3NYHOTO Ta NCUXOMOTOPHOIO PO3BUTKY — AUTUHA
ni3HO NOYMHAE TPUMATU rOI0BY, CUAITU (6NN3bKo 11-12 mi-
CALIB Bif HAPOMKEHHST), noB3aTtu (B 15—16 micsuiB), xoqntn
(y 24-27 wmicauis), roeoputn (B 38—39 micsuiB), wBuakKa
BTOMJTHOBAHICTb, HagMipHa COH/IMBICTb, aHOMaUlii OKOPYXO-
BOro anapary (KOCOOKICTb, EKTPONIOH, r1aykoMa); MaTos1oris
POTOBOI MOPOXHMHK (MIKPOAOHTISA, rinonnasis emani, kapiec
3y6iB, HenpaBUbHUIA NPVIKYC, FyCTa C/IMHA); PO31aan apTrky-
NAUil, agnHamis, 3HMKeHa 60/1boBa Yy T/MBICTb, riNOTEPMIs,
CKONi03, arnHoe Mig Yac CHy, rinonirMmeHTaL,isi BO/IOCCS, LUKipy
Ta pangyxku, ckonios [10].

HepocTatHsa maca Tina y Bili 6 micsuiB — 6 pokiB 3Mmi-
HIOETHCSI NPOTPECBHUM PO3BUTKOM OXMPIHHS, NepeBaHO

Puc. 2. OxupiHHa npu cuHgpomi Mpagepa — Binni.

Ha Tyny6i 1 y NPOKCMMaUsTbHUX Bigdinax KiHLiBOK, yHaCig0K
rinepdparii, L0 € TAaTOrHOMOHIYHUM NPOSIBOM 3aXBOPHOBAHHSI.
3as3Buyaii Leli etan NoYMHaETbLCSA NPUGIN3HO y 2 POKK Ta
XapakTepusyeTbCs 3aTPYMKOK POCTY.

[10 OCHOBHMX K/TiHIYHMX MPOSIBIB TAKOX Ha/leXaTb: NoMip-
Ha po3yMOBa BiACTaNICTb, MOBEAIHKOBI pO3/1aAn — pi3ka 3MiHa
HaCTPOO, ICTEPUKM, BMEPTICTb, HAB'SI3/IMBO-CMOHYKa/IbHA
NoBeAiHKa; XapuoBa NoBeAjiHKa XxapakTepu3yeTbCs NOCTINHUM
MOLLYKOM 1Xi, CMOXUBaAHHAM OyAb-SKMX MPOAYKTIB, HaBITb
6pyaHux [1, 2].

OCHOBHMMIM O03HaKaMu B Mig/liTKOBOMY Billi €: 3aTpuMKa
CTaTeBOro A03piBaHHS, HU3bKWUIA 3pIiCT (3a BigCYTHOCTI NiKy-
BaHHA CTaHOBUTb 155 cm ans 4onogikiB Ta 147 cm ans xi-
HOK), MPOrpecyroye OXMPIHHS, aHOMaslbHa FHYYKICTb (puc. 2).

Ak npaBuno, aitn i3 cuHgpomom Mpaagepa — Binni ma-
10Tb XOPOLLY AOBrOTPMBaUTy 30pOBY NaM’siTb, BOHU MOXYTb
HaBUNTUCH YnTaTK, MaloTb BGaraTuii NaCMBHWI C/TOBHUKOBWIA
3anac, NpoTe MOBJIEHHEBI 3[IOHOCTI CYTTEBO NOCTYNatOTbCA
X po3yMiHHI0. CiyxoBa Ta KOPOTKOCTPOKOBA 30poBa Nam'siTb,
3BYKOBa KOHLEHTPAL,is yBary nepebyBatoTb Ha fOCUTb HU3b-
KOMY PiBHIi, Tak caMo, SIK 34i6HOCTI 40 TOUYHMX AWNCLMNIIH i
nuceMa [4, 5]. XapakTepHi pucu 06/m44s: BUCOKWUIA i By3bKuii
n06, MurganenodioHi o4i 3 TOHKMMU, ONYLLEHVMMW BHI3 MOBI-
Kamu, BESIMKMIA Ta LUMPOKUIA HiC i3 By3bKOK CMMHKOK HOCA,
BiAKPWTWIA POT i3 TOHKOI BEPXHbLOIO ry0O0H0, rinonirmeHTawis
LLKipK, BOIOCCS, POTiBKK, CTPabiamM. ManeHbki KUCTi Ta CTYMHi
3a3Bmyali NOMITHO Y BiLi 10 pokiB, cepeaHs AOBXMHA CTYMHi
[0pocnoi xiHkn — 20,3 cm, yonoBika — 22,3 cMm (puc. 3, 4) [4].

Y 1993 p. Xonm (Holm), Keccigi (Cassidy), Batnep
(Butler) po3pobunu cxemy giarHOCTUUHUX KPUTERIIB (FO/T0BHI,
MiHiMa/ibHI Ta goaaTtkoBi). OCHOBHWIA KPUTEPIN OLLiHIOTbL B
1 6as, MmiHiManbHUn — y 0,5 6asia. [oaaTtkoBOro KpuUTepito
He OLiHIOKTb, as1e BiH MOXe OyTV MiATBEPAKEHHSIM AiarHo3y
reHeTU4HOi XBOpobu. Y AiTei BikoM A0 3 POKIB CMHAPOM
Mpagepa — Binni kAiHIYHO AiarHOCTYHOTb 3a HAsABHOCTI
5 03HakK (3 roNnoBHMX KPUTEPIIB Ta 2 MiHIMasbHKX), Y OiTEN,
SKUM NOHaA 3 POKM, — 3a HasiBHOCTI 8 03HaK (4 ro/I0BHUX i
4 miHimanbHux) (Taén. 1) [11].

AiarHocTtuka cnHgpowmy Mpagepa — Binni. Ans yTou-
HEeHHS giarHo3y cuHapomy Mpagepa — Binni Heo6xigHo npo-
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CuHgpowm Mpagepa - Binni
YacTtota: 1/[10 000..25 000]
Jeneuis ginsHkm 15911-13 6aTbKiBCbKOT XPOMOCOMMU

Puc. 4. KniHiuHi 03Hakm cuHgpomy Mpagepa — Binni.

BECTM reHeTuyHe TecTyBaHHs [8, 11], ske Bk/IYae B cebe
XPOMOCOMHUIA aHani3 (MONeKynspHO-LUUTOreHeTUYHe [0-
CNiKEHHSA, KapioTUNyBaHHSA) 415 BUABNEHHS MiKpoaeneu;ii
15-i xpomocomu B nokyci 15q11.2-q13 Ta ouiHKy npoLecis
MeTunoBaHHA B nokyci (SNRPN and PW71) 3a ,onoMorot
6not-riopuansauii 3a CaysepHom abo nonimepasHoi siaH-
LIOroBOT peakLii 3 BukopuctaHHam AHK-npaiimepis 3 MeTot0
BUSIBNIEHHS METWU/TOBAHHSA LMTO3MHY. 34,0p0Bi 0CO6M MaroThb

06vaga (MeTUNbOBaHWI Ta HEMETUbOBaHMIA) aneni, Tofi K
0cobK 3 AaHOK MaTosIorie — /e MaTEPUHCLKUIA MeTu-
NbOBaHWii anenb. LiutoreHeTYHUIA aHani3 BUCOKOT TOYHOCTI
MOXe BUsABUTY Aenedito 15q11-g13, xoua 36epiraetbcs Benu-
KW BiCOTOK OTPYMaHHS XMOHO-HEraTnBHOro abo XxmbHo-Mo-
3UTMBHOTO pe3ynbTaty. PriyopecLeHLis B ribpuamsadii 3 Bu-
KOPUCTaHHAM 30HAIB Y MeXax KPUTUYHOT Ai/IAHKN CUHLPOMY
(SNRPN un DI 5S1 1) BusiBnisie genewji 381M4aiiHoOro po3mipy,
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Tabnuus 1. Kputepii cungpomy Mpagepa — Binni

Benuki kputepii
(koxeH Bignosigae 1 6asy)

Mauni kputepii
(koxeH Bignosigae 0,5 6ana)

3aranibHa TinoTOoHIA 3 NPUrHIYEHHSIM CMOKTa/IbHOTO pediiekcy

(B HeoHaTaNbHWUIA nepiog Ta y TpygHOMY Bili KynipylTbCs
camocTiliHO)

HepocTtaTHa pyx/uBiCTb  nnoga, iHaHTUNbHa  NeTapris,
cnabkuii Kpyk

MopyLleHHA xapyyBaHHS B pPaHHbOMY Bilj, SKi MOTPebyloTb
cnevianbHNX MaHinysauii i NpM3BoAATb 40 3aTPUMKM (DI3UYHOTO
PO3BUTKY

ICTepuYHICTb, YNepTiCTb, PUriAHICTb, arpecuBHiCTb, crnanaxu
HEeBMOTVBOBAHOIO FHiBY, 06CECMBHO-KOMMY/IbCUBHI MOPYLLEHHS,
MOXYTb PO3AMpPAaTU, PBATU BNACHY LLKIPY

HagnvwkoBa maca Tina abo wswnake ii 36inbleHHs Yy Biuj Big 1
00 6 POKiB, LLEHTPa/IbHE OXUPIHHA

CXWUIBHICTb A0 KpagiKoK, NaTonoriyHa CNpUTHICTb, HeraTuBi3M
(noHag N'ATb 03HakK)

UepenHo-nuuesi ancmopdii (By3bke 065muus, gonixouedanis,
mMurganenofibHuin pospi3 oyei, ManieHbkuii PoT, TOHKa BEepPXHS
ryba, onyLieHi KyTu poTa, By3bka CnvHka Hoca (6inblue TPbOox

03HaKk)

MopyLueHHA CHy ab0 X HiYHi anHoe, HWU3bKWIA 3PICT, CKOMIO3 i
Kidho3, ocTeonopos

a60 cepefiHbOro CTYNEHs, HE3AATHICTb A0 HaBYaHHS

3arajibHa 3aTprMKa PO3BUTKY, PO3yMOBa BifCTasiCTb /1ErKoro

FinonirmeHTayia Wkipn Ta Bonoccsl. ManeHbki KucTi 1i/abo
CTYMHi

Finepdaria, HaB'A3/1MBe CTaBNEHHA [0 Xi

By3bKi KUCTi PYK 3 YNIbHAPHOIO [eBiaLieto

[eneuia 15q abo maTepuHCbKa ANComis

MopylleHHa MOBMW, B'A3Ka rycTta CAvHa, Kapiec, gedekTu
MOB/IEHHEBOI apTUKyNALii, Aucnanisa. 3arasibHUiA Po3BUTOK:
BMI/I0 CK1lafalTb KapTuHKN-Nasnun. Mionis, 36iHa KOCOOKICTb

LLIO CNPUYMHSIOTH Lie 3aXBOPIOBAHHSA. YHINAPEHTHY AUCOMItO
MOXHa BUABUTW 3a 40MOMOro0 NosiiMepasHoi NaHLuoroBoi
peakuji i3 3acTocyBaHHAM MikpocaTeniTHUX MapKepis. AHani3
JeTekuil yHinapeHTHoi gucomii noTpebye 3paskis Bif 060X
6aTbkiB Ta ANTUHM i3 32XBOPIOBAHHSIM.

[nsa paHHbOro BUABNEHHA cuHapomy Mpagepa — Binni
BMKOPUCTOBYIOTb MpeHaTasbHy giarHocTuky. Metog dnyo-
pecueHTHoI ribpuamn3auii in situ (FISH) moxe 6yTn BM3Ha-
Yas/lbHUM [iarHOCTUYHUM TECTOM /1A BUABMNEHHSA aeneuii
B AinsHui 15q nig yac nposefeHHs 6ioncii BOPCUH XopioHa
ab0 amMHioueHTesy i NigTBEpIKEHHS AiarHo3y. PU3nk Hapo-
[DKEHHA AMTVHU 3 JaHOK NaTosorieto B CiM'i, ie BXe € 0anH
XBOpUI HaWafokK, 3a1eXnTb Bif MexaHi3amy BUHUKHEHHS
reHeTUYHOT XBOPOOY. IMOBIPHICTb HAPOYKEHHS XBOPOI ANTU-
HY CTaHOBUTb MeHLUe 1 %, AKLLO Liei BUnagoK 3yMOBEHWIA
JAenedieto reHa abo yHinapeHTHO Ancomieto. LLLo cTocyeTbes
naLieHTIB i3 MyTaLi€to B LLeHTPI IMIPUHTUHTY, TO TECTYHOTb iX
6i0N0rivyHMX 6aTbKiB Ha HAsABHICTb aCUMMNTOMHUX MyTauiil y
LeHTPI IMNPUHTYHTY. BKa3aHi myTaL,ii 3yMOB/1H00Tb BUCOKUIA
NMOBTOPHUIA PU3NK PO3BUTKY crHapomy (50 %). Y pasi nosisu
XPOMOCOMHMX TPaHCNOKaL,il pu3vK BUHUKHEHHS po3najy B
HacCTynHOI ANTUHM cTaHoBUTb 25 % [11, 12].

YcknagHeHHs, W0 BUHUKAKTb YHACNILOK OXWUPIHHSA,
— arnHoe nig, Yac CHy, cepLeBo-/iereHeBa HeLoCTaTHICTb,
rineprensis, TpombodebiT, LykpoBuii aiabet 2 Tuny, BuU-
BWX FO/TIOBKWN CTErHa Ta XPOHIYHWI HAOPSK Hir, € TOJTIOBHUMMN
NpUYMHaMmn BMCOKOT 3aXBOPIOBAHOCTI Ta CMEPTHOCTI OCib i3
cuHgpomowm Mpagepa — Binni.

Ha anb, ue 3axBOPIOBaHHA He 3aBXAW BUSABNAOTb
BYACHO, He3BaXalun Ha PI3HOMAHITHICTb AiarHOCTUYHUX
KpuTepiie. CBOEYACHO BCTAHOB/EHWNI fiarHO3 Mae 3HauYHUin
BMN/IMB Ha 300POB’'A Ta AKICTb XMTTA NauieHTiB. KOHTposb 3a
XapakTepH/M OXXMPIHHAM Ta po3/fiafamu NOBELIHKY € Ceplios-
HVUM 3aBJaHHAM [/19 Negiatpis, reHeTVKiB, EHL0KPUHOOTNIB,
aietonoris, ncuxiarpis. OCHOBHYMUW HaNpsAMKamuy NiKyBaHHSA
cuHgpomy MNpagepa — Binni €: noyaTkoBa KOPEKL,ist M'130BOT
rinoTOHIT a60 Npo6nem BUrOA0BYBaHHS, NiKyBaHHSA OXUPIH-
HS, 3aTPUMKK POCTY, FinoroHaam3my abo rinonityitapuamy,
NOBEAHKOBMX NPo6/iem, NiKyBaHHA iHLWNX YCKNafHEHb Ta

NposiBiB LibOr0 3axBOPtOBaHHS (LyKpOBOro Aiabety, anHoe
nig vac cHy, cuHapomy likBika), KOHTPOsb CKOMI03Y, KOPEKLis
cTpabiamy [13].

PekomeHaoBaHa 36anaHcoBaHa rinokanopinHa gieta
(1000 kanopiii i3 AONOBHEHHAM BiTaMiHaMU i KanbLjiem) 3
PaHHbOTO LLIKI/TbHOTO BiKy Nif, PETENbHMM KOHTPONEM AJETONO-
ra. JlikyBaHHS1 npenapaTaMy ropMOHY POCTY 3MEHLLYE Macy
Tina, KOperye ocTeoneHito, 3anobirae po3BUTKY CKOAIO3Y i,
B AKX XBOPUX, KOPErye 3miHv noBegiHku. BumiptoBaHHSA
HaTLecepLe B CMpOBaTLi KPOBI PiBHS 3pOCTaHHS IHCYNIHO-
nofiéHoro cpaktopa-1 i iHcyniHonogibHoro thakTopa, Lo
3B’A3y€ 6iNOK-3, € CKPUHIHTOBUM METOAO0M /719 BU3HAYEHHS
6a30B0ro AeiunTy ropMoHy pocTy. MokasaHHAM A0 noyartky
NiKyBaHHS COMAaTOTPONHUM FOPMOHOM € 0BEfileHa TEHAEHLSA
[0 3aTpymMKn pocTy [14, 15].

[aHe pocnifmxeHHA NpoBeAeHO Ha BUNagKy 3 npak-
TUKMW. [liBunHKa Y. Bikom 9 micauis 6yna npuiiHaTa Ha cTtaujio-
HapHe NikyBaHHS y HEBPO/OriYHe BiAAiNIEeHHS TePHONISIbCLKOT
061acHoi AUTAYOI KNIHIYHOT NikapHi 3i ckapramu martepi Ha
BifiCTaBaHHA AUTUHW B CTATOKIHETUYHOMY PO3BUTKY: HE CU-
OVTb, HE XO4MUTb, BUPaXKeHa M’'A30Ba rinoToHis, npobnemu 3
BUIOL0BYBaHHAM Ta YacTe 3puryBaHHs.

3 aHaMHesy XWUTTS: AUTUHA Bif, | JOHOLLIEHOI BariTHOCTI,
| chisionoriyHmx nonoris, Hapoauiacsk i3 macoto Tina 3300 T,
[OOBXMHO Tina 51 cm. 3 HapOMKEHHS CnocTepirasin BUpaxe-
HY M'130BY FMOTOHIO, BiACYTHICTb CMOKTa/IbHOTO pedpsiexcy.
3 nepwmx OHIB XUTTA AUTMHA nepebyBana Ha LUTYYHOMY
BWIOA0BYBaHHI Yepes 30HA, NPOTATOM OLHOr0 MicsLS.

Mpy 06’'€eKTUBHOMY OBCTEXEHHI: 3arafibHuii CTaH Au-
TVHN CepefHbOro CTyneHs TsHKKOCTi. Maca — 12 kr, 3picT
— 71 cM. Y HeBpO/IOriYHOMY CTaTycCi: roNiBKy yTpumyBaTu
BaXXKO, BUPaXeHa M’s130Ba rnoToHisi, CaMOCTIiliHO He CUANTb,
3HVKEHa pyXoBa aKTUBHICTb, rNOroHaAun3M, OXUPIHHA: Nig-
LUKIPHO-XMPOBa KNiTKOBMHA Gisbll BUpaxkeHa Ha Tynyo6i, B
NPOKCYMasIbHUX Bifinax KiHLiBOK, MaleHbKi KACTI i1 cTomnu,
3HWKEHHA pedp/iekciB, 0nopa Ha HXKKM He YiTKa, MHOXWHHI
aHomanii po3BuTKy (MIKPOLOHTIA, FiNOMIa3is XpALLB BYLLHWX
pakoBuH, cnsoweHe nepeHices). LWkipa 6niga, rinonirmeH-
TOBaHa, BO/10CCA CBiT/Ie.
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MpoBeaeHo NabopaTopHO-IHCTPYMEHTa/IbHI 06CTEXEHHS,
3MiH NpuY KX He By/10 BUSIBNEHO. FOPMOHMU B LLIUTOMNOAIGHIN
3aU103i TakoX y Mexax Hopmu. Mpu Y3/ opraHiB YepeBHOI
NMOPOXHWNHW CYTTEBOT CTPYKTYPHOT NaToNOrii He BUSIB/IEHO.
MpoBeaeHO KOHCY bTaLii crnewjanicTiB: opTones — Ancnnasis
Ky/NbLUOBUX CYr/106iB, OrN1s4 reHeTrka, HeBporsiora.

[VTUHY KOHCYNbTOBAHO B MEAMKO-TEHETUYHOMY LEHTpI
HauioHanbHOT guTAYoi cneujanizoBaHoi NnikapHi KOXMATANT»,
AiarHocToBaHo: kapiotun 46 XX, ish del (15) (q11-13)

(SNRPN) (puc. 5). BucHoBoK: xiHoumii kapiotun. FISH-meTogom
BUSIB/IEHO Mikpogenewito B nokyci 15q11-13 (SNRPN), wo
CBIgUUTb Ha KOpUCTb cuHapomy Mpaaepa — Binni.

[nTnHa nocTiiHO nepebyBae nig Harns40M cnewiasicTiB:
HeBpo/Iora, eHAOKPUHO/Ora, AIETOM0ra, racTPOEHTEPOSI0ra,
opTasibMosI0ora, reHeTuKa i OTPUMY€E CUMNTOMATUYHE NiKy-
BaHHs, J/IOK, KOpeKLito paLioHy XxapyyBaHHS (CyBOPUI PeXUM
NPUIMaHHSA Xi, 0OMEXEHHS CMOXXMBaHHSI /IErK03acBOHBaHMX
BYI/1IEBOAIB Ta XMpiB).

Puc. 5. 3anuc kapiotuny 3rigHo 3 MikHapoAHOK HoOMeHKaTypoto International System for Human Cytogenetic Nomenclature.

BUCHOBKW. CuHgpom lMpagepa — Binai — mynetu-
CUCTEMHWIA po3nag, i3 BE/IMKUM Pi3HOMAHITTAM KAIHIYHNX
NposiBiB, KN Mae NAaTOrHOMOHIYHI 03HaKM, WO B GiNbLIOCTI
nauieHTiB MOXYTb OyTU BUSIB/IEHI NMPOTArOM MEpPLUOro niB-
pivys XnUTTA. Lle 403BONMNTL NPOBECTM CBOEYACHY KOPEKLLit0
MeTaboNiYHMX | TOPMOHA/IbHMX PO3NagiB Ta MoKpawuTu
SAKICTb XXUTTA NaUieHTIB. /19 NEPBUHHOT MeANKO-TEHETUYHOT
AiarHocTukm cuHapomy Mpagepa — Binni HeobxigHO BUKOpUC-
TaTy K/iHIYHI Ta cneymaiyHi reHeTUYHI MeToAmM A4OCiIIKEHHS
i IPOBECTN KOHCY/IbTYBaHHS 3 NUTaHb iHChopmaTm3aLil Woao
BM3HAYEHHS PU3NKY HApPOMKEHHS XBOpUX Aiteli y cim'i. Pu-
31Kk 50 % BWMHMKAE TOAi, KONM 36ili BUKIMKaHWUI MyTali€to,
pu3KK 25 % 3anMwaeTbCs Npu TpaHcoKaw,ii 6aTbKiBCbKMX
XPOMOCOM i pr3uK MeHLwe 1 % 6yBae B TUX BMNagkax, konm
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