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KIMHUYECKME OCOBEHHOCTM TEYEHUSI CUHITPOMA TIPATTEPA-BUJININ

Kmouessie cnosa/key words: cunapom Ipanepa-Bunnu/Prader-Willi syndrome,
netn/children, auarnoctuxe/ diagnostics.

Cuninipom ITpanepa-Bunmu cunpgpom (OMUM 176270) otHocuTes k GonesHAM
TEHOMHOTO MMIIPUHTHHTA, ¥ BOSHMKAET BCIEACTBME 3Kcpeccun renos SNRPN (renom-
HBle KOOpAMHATH: 15:25,068,793-25223729) u NECDIN (NDN) (renomHble KOOp/IMHATHY:
15:23,930,553-23932449). Oxcnpeccua rena SNRPN BO3HMKAeT PY POAMTENBLCKON AMCOMMUS
T XpoMOCoMe 15 U KMMHIMYECKH MPOABIALTCA M3MEHEHUAMK B TOZIOBHOM MO3re M CepHLe.
Ten NECDIN nokanu3oBaH B Afpax MOCTMUTOTHYecKuX Heitponos B ITHC npu neiponnoi
mndpdepennmannn, FKCNPeccHs AAHHOTO FeHa TeX BOZHUKAET IPH POMTENBCKOI JIMCOMMUM
110 XpoMocoMe 15 ¢ BLICOKHM YPOBHEM SKCTIPECCHHM B Mosre H nnanente [3].

Oxono 70% 6GonbHbIX, cTpafalomux cuHapomowm I1panepa- Buanu umeior MuKkpo-
menemyy 15q12 oTIOBCKOTO MPOMCXOXKAEHUA, B 28% BbIABIAETCA MaTepPUHCKaA OIHOPO-
MTENbCKAA AMCOMMUA N0 XpoMocome 15, a B 2% - medexTi npoliecca UMOPUHTHHTA WK
nedeKT B MMNPMHTHUHT LEHTPE, Peflke XPOMOCOMHBIE TIEPECTPOAKH U reHHbIE MY TaluK
[4,C.207].

3anonoaputhk cunuapomM [Ipajgepa-Bumnm mMoxHo eme BHYyTpUyTpobHO NPKU Hanu-
UMM CHIWKEHHOM AKTHBHOCTH JIBIDKEHMH IVIONI3; €ro aHOPMa/IbHOM MONIOKEHUN; MHOTOBO-
zuu. Jlng yTouHeHus Auarnosa HeobXOEMMO NPOBECTH TeHeTHIeCKoe UccnenoBanye. I1pu
POXKIIEHHH ¥ fieTell OTMEHAeTCA MBIIIEHAR THIIOTOHMHS, CHIDKEHME COCATENBHOTO pedex-
ca, IeTaprus, anHo3, runoroxaausm. [IpusHaxaMu B paHHeM ETCTBE ABIANOTCA: 3aIEPKKA
dusnueckoro passuTua (MPOAOIKAKTCA TPYHOCTA NIPU KOPM/IEHMN); 3a/IEPXKKA MHTEN-
IEKTYANBHOTO Pa3BUTHA; GHICTPAn YTOMIAEMOCTD (YpesMepHan COHNMBOCTB); KOCOTIAsHe;
cxonmnos (yacto He 06GHapy>kuBaeTcs NIpU poxkaenwy). [leTH ¢ JaHHOM NaTONOTHEN UMET
TIOBBIIENHBIH YPOBEHD TPEMHA B OpraHM3Me, YTO MPOAB/IAETCA MOBLIIECHHBIM anmeTH-
TOM, THreparueit 1 B JanbHelmeM passuTHeM OXuperuna. KIMHUKO-IuardocTnieckue
kpurepuy cunzpoma Ilpagepa-Bunmu 651mm Briepesie npemnoxent B 1993 rony Holm et
al. [2, C.399-400], nepecMoTpenn u gononnenst B 2001 rogy Gunay-Aygun Meral et al. na
ocHoBe Habmoenusa 3a 300 manueHTaMH ¢ TakuM cuHApoMom (Tabm.1) [1, C.95-96].

Ins pmereit no 3-x ner neobxopmumo Habparh 5 Ga/uToB JUIA YCTAHOBNEHMA [Tia-
rHOo3a (4 pomKHL 6L1TH GOMBIIMMK), JVIA fieTed cTapuie 3-X €T U BIPOCHBIX Heo6XonuMo
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KinviHuio-RUarHocTHHeckhe kpuTepim cunapoma Mpapepa-Bunnm(no Gunay-Aygun Meral et al,, 2001)

Bonbline KpHTEpHR: Bannwt

1. LieHTpansHasn rNCTOMMA C YTHETEHWEM COCATANGHOID POhnaKca B HOOHATANLHOM NepHOge
H IPYAHOM BO3DACTe, NOCTENEHHO TPOXOAKT C BO3PACTOM

1

2. Mpo6neme! C BCKAPMAWBAHMEM B NEPMOAS HOBOPONASHHOCTH C NPHMBHEHHEM
CMBLHANbHBIX METOA0S KOPMNBHHA, NNOXAA NpUGaBKa 8 MACCe M IARBPIKKA PAIBHTHA

3. M36biTo4HO® UNUM GMCTPOS YBeNW4eHHe Macchl (Gones 95 nepueHTUNA) nocne 12 mecaues
HO [0 6 NeT; LUSHTPANLHOS ONMUPBHNE

4. XapaxTepHbie YepTH AKMa ¢ fonuxousdaniel B paNHeM BO3PACTE, YIKHM NIALOM WM
ManbiM 6HPONTaNbHIM PA3MEDOM, MHMAANEBHANBIMH [MA3aMN, MaNEHLKHM DTOM C TOHKOR
BBPXHeil ryGoi, onyleHHbI8 YronKu ry6 (> 3 Npuanaxos 06A3aTansHo)

5. [MNOrOHAAHIM C HANWINEM CREAYIOWSA NATCNOIMK B JABMCHMOCTH OT BO3pacTa: 1
5.1. Tunonnasna renuTanmit (Mank4MKK: TMNONNAIAA MOLIOHKN, KPHITTOPXHIM, MNeHBLKIA
NEHNC WANK ARYKIA ANA BO3pacTa (< 5-A NEpUBHTHNM) ABBOYKN: QTCYTCTBME MAW TRXENAA
THNONNA3NA ManbiX NMONOBLIX ry6 WunK KAnTopa.

-

5.2. NoagHee wam HENOAKOR NOAOBOS CO3PEBANME, 3ARGPXXA MyGepTaTa NPM OTCYTCTBAM BMe-
warenscTaa nocne 16 NaT (MAAbYMKH: MRNBHLKHE RNYKH, YMOHLLUIGHNE OBOROCENHA HA NKHLS U

Tene, OTCYTCTEHE HIMEHEHHA rON0CA; ABBYIWKY: aMeHOpeR/ORMroOMEHOpeR nacne 16 net)

6. O6uian 3anepxKa pa3suTia y peberka <6 neT; OT nerko# A0 YMepeHHOA YMCTBBHHOA OTCTa-
NOCTH AW NpoBNeMb ¢ 0GY48sHMEM Y A8TeR CTaPIWOro Bo3pacTa

—

7. Tunepdarna, 6e3ynepxHuiil anneTMT 1

8. [eneund 15911-13 Ha ssicoxom paspelueHun (>650 nonoc) unm Apyran UMTOreHeTHYECKaR
MONEXYNAPHANA AHOMANKA XPOMOCOMHOT0 Y4acTka Npagepa-Bunny, B ToM Yucne MaTeputckas |1
LHCOMMA

Manbie KpuTapun;

1. CHWKeHWeE ABWKEHMA NNOAA WAW TUNOTOHMA B NBPHOAS HOBOPOXAEHKOCTH, NPOXDAALLSH C

BO3PacToM 05
2. Npobnembl NOBEAGHHA: HCTEPHMHOCTL, BCNBILLKA HACHANA, 06CECCHBHO-KOMNYNLCHBHOR
NOBEABHHE; CKNOHHOCTL K CNOPaM, ONO3UUHOHUIM, JKECTOKOCTh, NATONOIM4YBCKAR NKHBOCTD, 05
MAHUNYNAUMA OKPYXAIOLIMMH, YNPAMCTBO; HEraTMBU3M, CKNOHHOCTD K BODOBCTBY (HY)KHO S
5 unu Gonee CHMITOMOB)

3. HapyuieHue cha 1 anHo3 B0 BPeMA CHa 0,5
4, Hn3kui pocT N0 CPaBHEHWIO C poBecHMKamMy cTaplue 15 neT (Npw oTCYTCTBHM neveHua 05

5. TMNONMrMBHTALWA KOXH W BONOC NO CPABHBHMIO C CBMMSHA, Aepmammnomatiua (skin picking) | 0,5

6. Manexskue pykn (<25-A nepuyeHTnm) Wnnn Horu (<10- A nepusHTHAK) ANA faKHoTD

TOPMOHOM POCTa) ot

BO3pacTa 05

7. YaKune KHCTH pyK 0,5

8. Mnaauble aHomanun (330TPONKA, MWONHA) 0,5

9. Boiienstive Ba3Ko# cnioks ¢ 06pa3osaHMeM KOPOK B YTONKaX pra 0,5

10. [JedexTsl pa4M W APTHKYNALIMU 0,5

11. CTpum Ha Koxe 0,5
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flononHuTeNEHLIE KDRTRRHK

1. Buicokmit GonespR ngpor

2. Bulcoxui nopor K peoTe

3. HeCTabMARHOCT TEMNEPATYPE! & PRHHAM BOIPACTS MM HIMEHSHHA TEMNBPATYDHOR YYBCTENTANL-
HOCTH ¥ [i8TeRA CTAPLIATO BOIPACTA W BIPOCAMX

4, Cranuos winny kncos

5. PanHes NonOBDS CO3PEBAHNE

6. OcTeonopos

7. HeoBbMH0E MACTAPCTEO B CKNAKLIBANUA NAINUE

8. HopManbHbie NOKasaTenty HEDEHO-MLILEYHOH NPOROAMMOCTH

8 6annos (5 6annob Aok 6HTE GomemmiMu). JlomoTHNTEABHLIE KPUTEPUM MOTYT NpH-
CYTCTROBATD M He MCKTIDYAKT THATROS3A.

[ina Toro, aTo6S! ONpefenuTh TPYINE ReTeH, KOTOPHIM HeoGXORHMO MPOBOAMTE
IHK AMarHocTHKY, SMIH NPEIOAEHM TPYIINGI PUCKA AeTEA B PaaMUHbIe BO3PACTHEIE
nepMonnt {raba. 2),

VYMHPAMT Takye MAMEHTEHL OT OCAOKHEHMH CaXapHoOTO AWabeTa, KOTOPHIH pas-
BUBAETCA Ha (oHE LRHPEHUA M CEPACTHON HEOCTATOMHOCTH. TN DeTeR ¢ NAHHBIM CHH-
TPOMOM PEKOMERTYIOTCR eKeHEBHBIC MIBEKIMH PEKOMOHHAHTHOTO TOPMOHA POCTa B
goze 1 Mr/M2 aan CTUMYAALNM POCTa, CHIDKEHME KHPoBOit npocofiky, IORBIIEHWA CHABY
TILIXATETBHBIX ML, TOBMIIEHNE MTOTHOCTH KOCTER.

TIpencrapnaeM BameMy BHMMaHMI0 crydalt mosnHedl AMATHOCTMKM CHHAPOMA
Tlpapepa-Bummt. Mansunk K. 16 net. Popunca ot nieppoii SepeMeHHOCTH, NpotexaBlei
Ha doHe Yyrpossl NPEPHBANKA B NEPBOM TPHMECTPE.

Ponw nepBrie, co cTHMYAATMEN Ha 37-38-it nenene. Macca npu poxpaenmnn 26001,
winHa Tema ~ 49 oM, [To wkane Anrap - 8/9 Ganros. CocToAHMe IPH POXKACHMH CPETHEA
TAMKECTH, 32 CUET HEBPONOTHHECKOH CHMITTOMATHKH: KPHK CARGHI, midhhysnan Mutineunan
TMNOTOHUR, COCATENbHLIN pednekc coxpanen. CrurMm auasmGpuorenesa (roTHHeckoe
He60, HM3KO pacTOnOKEHHHE YHIHME PAaxoBMHBE). Bmcrabned AMarnos: MMOOKCHUECKH-
MIIeMUdeCcKoe Mopaxkenne mosra II cTemest, NPaBOCTOPOHHMA MCTHHHSIN KPUNTOPXMSM.
B MecauNOM no3pacte nepenec OCTpoe pecnupaTopHoe 3afonesanue, kOTOpOe YCAGKHU-
noCh TPaxeoGPORXNTOM ¢ ABIXATenbHON HeAocTaTo9HocTsio I 1. AHeMuna 1 7. lo 14 net
HaXOmMIca nof nAdAIoAcHMe HEAPONATOAOTA C [MATHOZOM: KOTHHTHBRAS 3a]lepsKa NCHXO-
peueBoro paisMTHA Ha doHe MUKpoTe(anni, a TaKake DKYITHCTA ¢ AHATHOIOM NOJIBHIBHX
XPYCTa/IMKA IPABOro T71a3a, MHONMA CPeSIHEi CTEMERH IEBOTO I1A3a.

B 13 aer ponMTenH o0PATHANCE K SHACKPHHONOTY NO NOBORY 3aJePKKH POCTA I
NONoBOro PassUTHA peberka. TIpn 0cMOTPE MATEUMK THNEPCTEHMUECKOTO TENOCTOKEHHA
C MANEHLKHMMH KHCTAMH H CTOIAMH, Mﬂl.stp()ﬂeqmﬂﬂﬁ. AMIO YIKOE ¢ MMAAATCBHITHMMHY 714~
samy, Koxka ceeTnan ¢ Hanuumem cTpuii Ha G0KOBHX MOBEPXHOCTAX KHBOTA. PocT - 136 cM
{-3 SD), Macca Tena — 43,5 Kr, MNeKe MaceH Tena = 23,5 (wopma). Habnogaerca npaso-
cropornnit kpunropxuam. [lonosoe passumve: F1, P1, Ax1, G1 (I cTarns nonosoro paseu-
), uHRexc Mackymuansamun (MM) (F1, Axl, P2, 042, [IM15) = 1,8, uTo cooTReTCcTByET
Boapacry 10 net). MluTornanan xemeaa ysenuuens 1B creneny, npu Nansmayny Marko-
anacTMUeckoll KoHwcHcTenmuy. Habmopaerca Mbnueunas rumotonua. [Ipn nposeaennu
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Mpynna geveir, nopnexallwx OHK awarHoctike

(no Gunay-Aygun Meral et al., 2001}

Boapacr Krumwiecxne ocoGeRrOCTH
Or pompeHua 1. fanor
W 110 2% neT . OHUA C HAPYWEHWBM COCAHMA
1. TUNOTOHMA ¢ HAPYLWEHKEM COCaHNA
2-6 ner
2. D6WAN 3aRBDNNA PAIBWTUA
1. THNOTOHNA £ HADYWBHIHEM COCAHWA (THNOTOHWA YACTO COXDANARTEN)
6-12 ner 2. O61as 3a08pXKKa PAIBHTHA
3. YpsamapHos ynoTpecasHus AKWM (rHnspdarin; GaayRepkuetl 2nneTeT) ¢
LEHTRANTHEIM OXKHDENHEM

1. KOTHNTHENMIE KADYLIEHHA, KAK NBABIAG, AETKIA YMCTBAHHAR 0TCTAROCTL

2. Ypeamepuoe ynotpebnasme namm (ranspdharun; S83yAspXHMEA anneTHT) ¢
cTapuig 13 18T [ USHTDANLHLIM OKHDEHMEM

3. TunorowanoTponHuil rUNOTOHAZHSIA WM THIMYHME NPOSASMM NoBSASHNA
(8 TOM 4WCNS HCTEDHKA M OOCOCCHEHO-KOMRYNHCHENME 0LOBEHEOCTH)

naGopaTopHKX HCCASAOBAHMA NOAYICHE CREXYIOWME PEIYNLTATH: OOMMI ananus Kposy
u Gnoxsmirdeckuit - B Ropme. B o6mem aHanize MovH ofHAPYXeHK CreAN DIIOKOIH, Ge-
nok +, npoba Cynxopuya ++, [Tposefen T0OKO30-TONEPARTHBIHA TecT: | npoba ~ rmokosa
5,7 mmonn/n, 11 mpofa - 7,4 mMons/m, Il Epoba - 8,2 MMOAL/T (HapyLueHMe TONEPATHOC-
™ K riokose). TIpn mccnenosaniy YPORHA TOPMOHOB MONYIEHO CASAYIONIHE PEXYLTATH:

C-nentun 1,6 ur/mn (Hopma — 0,8-4,2 ur/mn), npomaxTiH — 27 Hr/Mn (Hopma 2-22 Hr/mn),

®CT - 4,3 MEx/mn (Hopuma 5,0-20 MEg/an}, Tectoctepon ~ 0,9 kr/mn (opMa 2,0-6,9 ur/
sn), JT - 0,3 MEp/ma (3-17 mEg/mm), TTT ~ 4,8 mxME/sr {(stopma 0,27-4,2 mcME/Mn),
M3 PEIYALTATOR BUAHE OTYETAMBHEC NPHIHAKH MMOOTOHANOTPMIROND IMNOTOHANMIMAE W
cybxmunmndeckoro mnornpeosa. Taxoxe 6him HpoBeNeHB HMHCTPYMEHTANBHBIE METONE
WCCNEJOBARMA, TAKME KK YIBTPA3ByKoBoe Hecnegopanwe (Y3]1) HanNoueTHIKOB, AHYEK,
U TOBHIMON skenesnt, ¥ 31 HapmovevHuKos: npapmit 10x9 mm, tessiit — 13x9 MM, cTpyx-
TYPHO He HaMeRenkinte. Y31 auvex: npanoe (B Kanane) — 1,72x0,63x0,63 w4, nenoe {»

MOIWoHKe) — 1,72x0,84x0,93 MM, 3XOT€HHO H CTPYKTYPHO He #aMeHeHHME, SaKTIOUeHHE: =

TIPABOCTOPOHHMI KPUIITOPXM3M, TMIORAAINA o6eux Augex, Y31 muToBHAHOR WReneabl:
cymaprsif o6bem 27,8 Mm3 (Hopma 4,2-9,8 MM3), IXOCTPYRTYP2 HEORHOPOAHAA, MEAIKNE H
cpeanse 3X0 (-) CHIHAAN B YMEPEHHOM KONMYECTRe.

KocTHH#A BO3PAacT IALMEHTA HE OTCTAPAA OT NIACKOPTHORO (MO JAHHWM PeHTre-
Horpamy kucTel pyx). HanHue anexTponeipoMyorpadynn: NPHIAAKOD OPTRHHYCCKOID
NOPOKCHUA MOTOREHPOHOR CITHHROTO MO3TA M JAHHLX 34 MHOTIATHIO He HOMYYERC,

Toxasarenn M-axo0 i 2nexTposniedanorpadmu — Ge3 IATONOTHM,

BHIACAH ¢ BHArRO3OM: MpOTpeccHpywniii kepatokonye [Ver, OD — psicokan__ .

MHonuA, actursarHaM (0,01), OS — muonmua cpemeit crenenw, acwrManom (0,6).
Cunnipom Ipagepa-Banau? Thinoronagotponuutit runorosammas. [padocTopounuii
MCTHMHABIR KpunTopXuasM. CyGimmuneeckuii rmnotHpeos, HaruaMm cMemanHOTO IeHesa.
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Hapymenue ronepantiocT# K rnokose. Opranmtecxoe paccTpoficTeo ¢ KOTHHTHBREMY
HAPYMIEHMAMM M TPEROEAC-(HOOMICCKInt COCTOANNEM.

[Mamuenty namto nanpasnenve Ha Xoncynstaso rememika B OXMAJET
B monfpe 2011 1. nposenen MOACKYAAPHO-RUTOTEHETHYECKHHA ananny, Pesynvrar: FISH-
nccnenonamye, 46 XY, ishdel (15) (g11-q11.3)( SNRPN-), 3axmovenme: MONEKyaapno-
HMTOTERETHMECKIH AHATTHS NpOBCHeH HA MMMpoTHTEX TIeprdepirueckofi KPORY HALMENTA
¢ Mcnomesonanvem poxyc-ciemdmaecxux JIHK-20nz0n. Mogrrepxaeno namuune geme-
unH 15q11-q13, 476 cOOTRETCTRYET RHaTMOYY cumzpom Ipanepa-Bunan.

3axmoaenue. anHunt xnuHrdecKuil mpUMEP YRKASHBACT NA TPYANCCTH AMACHOC-
Xy crnpoma TIpagepa-Bruany, KAMHUHKS KOTOPOPO GHTA HETITTMIRA M HEPRCTIOSHAHA
CBOCBPEMENHO. B 3T0M ciTywat peGeHoK COCTOAR Ba YHeTe ¥ NCRPOTOTa N He O8I cBOCEpe-
MEHHO HANPARNCH K SHAOKPHHOMOTY BCIEACTEHE OTCYTCTRHA OXHPERMA,
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