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MenuuuHa € npUKIaIoM iHTerpaiii 6aratbox Hayk. HaykoBi JOCHIDKEHHS y Cy4acHIi MeAWIMHI Ha OCHOBI
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nonimMoppHuM BapiantoM G/G Bsml VDR O6yno BusBieHo nedinurt Bitaminy D (43,83+6,47
HMOJIB/JT), a B AiTeH 13 moniMopdHumu BapiantTamu G/A 1 A/A Bsml VDR BUSBIEHO HEIOCTAaTHICTb
Bitaminy D (58,14420,05 ta 51,58+22,84 HMOJIB/11 BIIMIOBIIHO).

bazanpauii pisens CTI 6yB HOpManbHUM Y BCixX mamieHTiB. PiBers CTI micis ctuMyasiiiHol
poOH 13 KJIOHIAMHOM OyB y MEKaxX HOPMH.

SDS (Standard Deviation Score) 3pocTy AOCTOBIpHO HIDKYHMMA y TPymi JITeH 13 MOJIMOPGHUM
BapianToM A/A -2,61+0,38) mopiBHSAHO 13 BapiaHTaMu noniMopgHoro Jiokycy rs1544410 Bsml rena VDR
peneniropa Bitaminy D G/A (-1,92+0,45) ta G/G (-2,39+0,02).

I®DP-1 y Bcix obcTerkeHUX OyB B MeXaX HOPMH, OJHAK HAWHIKYMNA MOKA3HUK TPAIUIABCS Y
namieHtiB i3 nomimopduuMm Bapiantom G/G Bsml VDR (108,50+12,02 ur/mm). Bussineno
HOpPMaJIbHUH PIBEHb 3arajlbHOTO Ta 10HI30BAaHOTO KaubIliio 1 (ocdopy B CHpOBATII KPOBi y BCIX
MaIi€HTIB.

BucHoBku. Y giteli 3a HasBHOCTI reHotuny G/A pu3HK 17i0MaTHYHOI HHU3BKOPOCIOCTI
noctoBipHo Bucokuit OR=9,33 (95%CI 3,09-28,16; p<0,05).

VY niteit 13 monimopdruM BapiantoM G/G Bsml VDR Gyno BusiBneHo nedinurt Bitaminy D
(43,83+6,47 umonaw/n), a B AiTel 13 momiMophuumu Bapiantamu G/A 1 A/A Bsml VDR BusiBieHo

HemocTaTHICTh BiTaMiHy D (58,14+20,05 Ta 51,584+22,84 HMOJIB/1T BIIMIOBITHO).

Cnmncox BUKOPHCTAHUX JIZKepeJI
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AHoTanisi. Y cTarTi OmMcaHO MPUYMHU PO3BUTKY cuHapomy [Ipanepa-Bimm. HaBeneno xiiHiko-
JIarHOCTHYHI KpUTEpil JaHOTO CUHApPOMY. Takok BHOKPEMJICHO TPyIy [IiTeH 13 MiI03por0 Ha
curapom Ilpanepa-Bimmi, ski niansaratots JJHK-aiarsocTuii 3a MiXKHapOAHUMHU KPUTEPISIMH.
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KurouoBi cioBa: nitu, cunpom Ilpanepa-Bimni, giarHoCTHYHI KpUTeEpii.

Cunnpowm Ilpanepa-Bimm (OMIM 176270) BigTHOCUTBCS 0 XBOPOO TEHOMHOT'O IMITPUHTHHTY,
1 BuHMKae BHaciiok ekcmnpecii reHiB SNRPN ta NECDIN (NDN). bnuzbko 70% xBopuX, fKi
CTpaxIaroTh Ha cuHApoM [Ipanepa-Bimni marote mikponenemii 15q12 6aTbKiBCHKOTO MOXOKESHHS,
y 28% BUSBISIETHCS MaTEpPUHChKa 0JTHOOATHKIBChKA AMCOMIs 1o Xpomocomi 15, a'y 2% — nedexru
MpoLecy IMOPUHTUHTY a00 AePEeKT B IMOPUHTUHT-LIEHTP, PIIKICHI XpPOMOCOMHI IIepeOyI0BH Ta T€HHI
myTartii [1].

3amino3putu cunapom [Ipanepa-Bimti MokHa 1€ BHYTPIITHBOYTPOOHO 33 HAABHOCTI 3HIKECHOT
aKTUBHOCTI PYyXiB IUIOJA, AaHOMAJILHOTO TMOJIOKEHHsS IUI0/a, HasiBHOCTI OaratoBomns. KimiHiko-
JiarHoCcTUYHI KpuTepii cunapomy IIpanepa-Bimii Oynu Brnepie 3anpornoHosadi B 1993 Holm et al.
Ta meperysaHyTI Ta nonoBHeH1 y 2015 pori Ha ocHOBI cioctepekeHHs 3a 300 marieHTaMu 3 TaKUM

cuHapoMoM (Tab.1).

Tabmung 1
Kuiniko-giarnocTuyHi Kputepii cHHAPOMA

(mo Gunay-Aygun Meral et al., 2015) [3]

Besnki kpurepii: baau

1. LlenTpanpHa rinoTOHIA 3 IPUTHIYEHHSIM CMOKTAJIbHOI'O pedieKcy B HEOHATAIbHOMY
nepioji Ta rPyAHOMY BiLll, TOCTYIOBO IPOXOJUTH 13 BIKOM 1

2. I[IpoGyiemu 3 BUTOJIOBYBAHHSIM Y T1€Pi0/1i HOBOHAPOKEHOCTI 13 BUKOPUCTAHHIM
crierialbHUX METOJIB TOAYBaHHS, OraHUI HaOlp Baru Ta 3aTpUMKa PO3BUTKY 1

3. Hagmipue ab6o mBuke 301biIeHAS Baru (Oiibine 95 nepueHTus) micis 12 MicsiiB
ajie 10 6 poKiB; OKUPIHHSA IIEHTPAIBLHOTO TeHE3y 1

4. XapakTepHi pucu o01Myys 3 gonixouedaiero B paHHOMY Billi, By3bKUM OOIUYYSIM
ab60 MayiM O1ppoHTATHFHUM PO3MIPOM, MUTAAICTIONIOHUMH OYUMa, MaJICHBKUM POTOM
3 TOHKOIO BEPXHBOIO I'y0O010, OMyIIIEeHI KyTOYKH poTa (> 3 03HaK 00O0B'SI3KOBO) 1

5. Nimoronaau3M i3 HasSBHICTIO HACTYIHOI MATOJIOTIT 3aJIE)KHO BiJl BIKY: 1

a. ['inomutasis reditTanii (XJI0MYMKHU: T1MOIUIa3is1 MOIIOHKH, KPUNITOPX13M, MaJICHbKHMA
neHic ta/abo sedka Juid BiKy (< 5-# mepueHTusIs) JiBYMHKU: BIJICYTHICTh a00 TsKKa
riroruIa3isg Majlux CTaTeBUX ryd Ta/abo kiiTopa

6. ITizHe abo HEeMOBHE cTaTeBe JO3piBaHH, 3aTPUMKa Iy0epTaTy 3a BiACYTHOCTI
BTpY4YaHHS micyst 16 pokiB (XJIOMYMUKHU: MaJICHBKI si€UKa, 3SMEHIIICHHST OBOJIOCIHHS Ha
00JIMYYi Ta TUI, BIICYTHICTh 3MiHU TOJIOCY; JiBYaTa: aMeHOpes/oiroMeHopes micis 16
POKIB)

6. 3araJibHa 3aTPUMKa PO3BUTKY y IUTUHH <6 POKIB; BiJ JIETKOI IO ITOMIPHOT pO3yMOBOT
BIJICTAJIOCT] YU MPOOJIEMH 13 HABYAHHSIM Y JIIT€H CTapLIOro BIKY 1

7. I'inepdaris /onepKKUMICTh 1K€t/ HECTPUMHHK arieTUT 1
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8. Henemist 15q11-13 na Bucokiit po3aineHii 31aTHOCTI (>650 cmyT) abo iHIIA
[IUTOTeHETHYHA MOJIEKYJISIpHA aHOMAaisl XpoMocoMHo1 ainsuku [Ipanepa-Bimi, y Tomy
YUCII1 MATEPUHCHKA TUCOMIs 1

Maui kpurepii:

1. 3HmKeHHs pyXiB 110712 200 TIMOTOHIA B TIEPi0Jl HOBOHAPOHKEHOCTI, 1110 MTPOXOANUTH
i3 BiKOM 0,5

2. IlpoGnemu MOBEIHKHU: ICTEPUYHICTb, CIIaJIaXy HACUIBCTBA, 00CECUBHO-
KOMITYJIbCUBHA TTOBE/IIHKA; CXMIIBHICTD J0 CYNEepevoK, OMO3HII0HI3M, )KOPCTOKICTb,
MaTOJIOT1YHa OPEXIUBICTh, MAHIMYJISLISI OTOYYIOUMMH, BIEPTICTh; HETATUBI3M,

CXWJIBHICTB 10 KpaJDKKH (MOTPiOHO 5 a00 OisbIlie CHMITTOMIB) 0,5
3. Ilopy1ieHHs CHy Ta alHOE IiJ] 4ac CHY 0,5
4. Hu3pkuii picT MOPIBHAHO 3 pOBECHUKAaMU cTapiie 15 pokiB (3a BiACYTHOCTI

JIKyBaHHS TOPMOHOM POCTY) 0,5
5. I'imonirmMeHTalis MKIpU Ta BOJIOCCS MOPIBHSAHO 3 ciM'er0, IepMaTuiaoManis (skin

picking) 0,5
6. Masienbki KucTi (<25-i nepueHTuis) ta/abo cronu (<10-i nepueHTHIIs) 11 JaHOTO

BIKY 0,5
7. By3bKi KUCTI pyK 0,5
8. Ouni anHomanii (e30Tportisi, MiOTis) 0,5
9. BunineHHs B'3K01 CJIMHU 3 YTBOPEHHSIM KIPOYOK y KYTOUKaX poTa 0,5
10. edexTrt MOBH Ta apTHKYJISIIIT 0,5
11. Crpii Ha mkipi 0,5

JonaTkoBi kpuTepii

1. Bucokuii 60160BHii TOPIT

2. Bucoxwuii mopir 10 0J10BOTH

3. HecTabinpHiCTh TeMIiepaTypH B paHHBOMY Billi 200 3MiHU TeMIEpaTypHOI Uy TIUBOCTI B JiTEH
CTapIIoro BIKy Ta TOPOCIUX

4. Cxomnio3 Ta/abo xio3

5. PanHe craTeBe 103piBaHHS

6. Octeomnopos

7. He3Bruuaiina MaliCTepHICTh y CKJIa/IaHHI MMa3jiB

8. HopManbHi MOKa3HUKH HEPBOBO-M'130BO1 IPOBITHOCTI

Jnst mgiteit o 3-X pokiB HEoOXigHO HaOpaTH 5 OajiB JyIs BCTAHOBJEHHS JiarHo3y (4 MaroTh
OyTH BETUKUMH), JUTsI IITeH cTapimx 3-X poKiB 1 1opociux HeoOxiaHo 8 OamiB (5 6amiB MaloTh OyTH
BeMKUMH). Jlo1aTKOBI KpUTEPil MOXKYTh OyTH MPUCYTHIMH 1 HE BUKITIOYAIOTh J1arHo3y.

Jlnis Toro, o0 BU3HAYUTHU TPYNH AITEH, SIKUM HEOOXiHO npoBoauTH AiarHoctuky JJHK, Oynu

3ampornoOHOBaHI IPYINU PU3UKY JiTeH Y pi3Hi BIKOBI mepioau (Tadm. 2).
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Tabmaug 2

I'pyna giteit, sxi mignsrarote JJHK miarnoctai [3]

Bik Kainiuni ocodmBocTi

Bin Hapomkenns 1 |1. ['iNOTOHIsA 3 MOPYLIEHHAM CMOKTaHHS

710 2-X POKiB

2-6 pokKiB 1. I'inoToHis 3 MOPYIIEHHSIM CMOKTaHHS

2. 3aranpHa 3aTpUMKa PO3BUTKY

6-12 pokiB 1. I'inoToHis 3 HOPYIIEHHSM CMOKTAaHHS (T1IOTOHISI 4acTO 30epiraeThes)

2. 3arajibHa 3aTpUMKa PO3BUTKY

3. HanMipHe BxuBaHHS ki (Tinepdarisi; HECTPUMHUM aneTuT) 13

OCHTPAJIbHUM O}I(I/IpiHHSIM

crapiie 13 pokiB 1. KorHiTHBHI MOPYLIECHHS; K IIPABHUJIO, JIETKa PO3YyMOBA BiJICTAJICTh

2. HapmipHe BxUBaHHSA iXki (Tinmepdaris; HECTPUMHUIH aneTuT) i3

LEHTPAIIbHUM O>KUPIHHAM

3. ['moroHag0TPOITHUH TIMMOTOHAAM3M Ta/a00 THITOBI IPOOJIEMU TTOBEIIHKH

(Y TOMy 4HCIi icTepUKH Ta 00CECUBHO-KOMITYJICUBHI OCOOIMBOCTI)

BmuparoTe Taki mami€eHTH BiJ YCKJIAQIHEHb I[yKPOBOr'O JMia0eTy, IO PO3BUBAETHCSA Ha T
OYKHPIHHS Ta CeplEeBOi HETOCTATHOCTI [2].

BucuoBku. 3amninozputu cunapom IIpanepa-Bimn MokHa 11e BHYTPIIIHBOYTPOOHO. 3TiTHO
KITIIHIKO-A1arHOCTUYHUM KPUTEPIsIM CUHAPOMY IS iTel 10 3-X pOKiB HEoOXinHO HabpaTu 5 OaiiB
JUISL BCTAHOBJICHHS JliarHO3Y (i3 HUX 4 MaroTh OYTH 13 BETUKUX KPUTEPIiB), A JiTeH cTapmux 3-X

POKIB 1 Jopociaux HeoOxinHo 8 6aiiB (5 6ayiB MalOTh OyTH 13 BEJIMKUX KPUTEPIiB).

Cnucox BUKOPHCTAaHUX JKepeJl.
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