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a beil Y
BBEJ/IEHUE

Cundpom Ilpadepa - Bunau — Haubosee BeIipaykeHHast popMa
HAC/IeJCTBEHHOTO OXKHUPEHHSI.

3aboeBaH1e BIIEPBbIE OMTMCAHO IIBEHIIAPCKUMU MeIruaTpamMu A.
Prader u H. Willi B 1956 T.

OcHOBHBIE MeXaHU3MbI 3200/IeBaHUA:

1. MUKpOJeselysi XxpOMOCOMBI 15 (15q11.2-q13), KOTOpast Bceraa
OTI[OBCKOTO IMPONCXOXKIAEHHUS.

2. MaTepHHCKas U30[MCOMUS, TO €CTh KOTrja 06e XpOMOCOMBI 15
MIOJTyYeHbI OT MaTepPH.

BonpimHcTBO (0KO010 70%) Cy4yaeB cungpoma [pazgepa - Buinu

00ycioB/IeHO Mukpodeneuuetl, OCTabHbIe — ducomuetl.
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TI'unozonadu3m no 2uno2oHadomMponNHOMy Muny — pe3yabTaT
aUcHYHKIIMU TUTIOTAJIAMYCA.

T'unonuemenmauus Koxcu, 80J10C U padyxcku — CHIDKeHUe
AKTUBHOCTH TUPO3WHA3BI B BOJIOCSTHBIX POJUTUKY/IAX M ME/IAHOIHUTAX, a
TAK)Ke YMeHbIIIEHVEe TUTMEHTA B CETYATKE.
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FIGURE 2: Fucial features of the Prader-Willi syndrome include >
narrow bifrontal diameter, almond-shaped palpebral fissures, and ro po'qc KW 10C
a thin, triangular upper lip.
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KIIMHNUYECKAA XAPAKTEPUCTHUKA

B meuenue 3abonesanHuss MOXHO 8bl0eaUMD 2 ¢(13bl.'

1.
2.

OcHoseHble xapakmepucmuku.

CBolicTBeHHA JeTsIM 12-18 MecC. YKU3HU.
HacTynaer nmose, 4epes HeCKOJIBKO MeCs1eB

[locTOstHHOE 4yBCTBO ronosa
AKPOMUKDPUS

Beicoxwuii, y3kuii mo6

MwuHZa/1eBUAHbIN pa3pes ITIA3HBIX 1e/ien
C TOHKUMU OIYLLIeHHBIMU BeKaMH
3aJlep>KKa MOTOPHOTO Pa3BUTHS

Ckonnos

['unoroHagusm
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a beal'VY

JIMATHOCTUKA

Knunuueckue kxpumepuu duazHo3a:

CHIDKEHHBIN BeC M POCT IIPU POXKAEHUH (ITPU TOHOIIEHHOM
OepeMeHHOCTH );

SATOAUYHOE TIpeAJIeXXaHue MI0J3;

MUKPOAHOMAJ/TUW PA3BUTUS: BBICOKHU /100, MUH/IA/IeBUTHBIA
paspe3 Ia3HbIX Ieiei, Jomuxonedanns, IUCTUIACTUYHbBIE YITHbIE
PAKOBWHBI, MUKPOTHATHS U JP.;

BbIPXEHHAs MbILIeYHAsl TUIIOTOHUS;

TATNOMUTIMEeHTALUs KOXH, BONIOC, PASYXKKU;

o)KupeHue (4aite rmocsie 6 mec.);

3a7Iep>KKa MOTOPHOTO, IICUX0peueBOro, GU3N4eCKOro pa3BUTHS;
TATNIOTeHUTATN3M, 334ePXXKA MOJIOBOTO PAa3BUTHUS, TUTIOTOHAU3M.
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IMODEPEHITUAIBLHA ST
JIMATHOCTUKA

Angelman syndrome
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JIEHEHUE U ITPODPUIIAKTHUKA

ITumanue 9doxcHO 6bIMb OCHOBAHO HA C1edyrWUX NPUHUUNAX:
- B ZIOIIKOJTBHOM BO3pacTe He PEKOMEHYIOTCSI TOCTOSTHHBIE CTPOTHe
OTpaHUYEeHUsI B MUTAaHWH, YTOOBI 00eCITedUTh IPOIeCChl pOCTa U

Pa3BUTUS;

- B MJIaJillIeM IIKOJIbHOM BO3pacTe MOKa3aHO Ha3HaYeHHe
TMITOKaIOPUHAHOMN cOa/TaHCMPOBAHHOM JUETHI (1000-1200 KaJIOPHMA
B CYTKH) C J00aB/IeHHEeM BUTAMHUHOB 1 KaJIbIIHS — 1O, KOHTPOJIEM
IVEeTOJIOTa;

- OrpaHUYeHHEe JOCTYITHOCTH MHUIIU I0OMA U B 1IKOJjI€e (B TOM 4YHcie
HCTIO/Tb30BaHHE «3aMMUPAIOLIUXCSI» MTKAaPOB U XOTOAUTBHUKOB,
MaJIeHbKHX TapeJioK).

B nodpocmkosom 8o3pacme ucnonb3yrOT Mpenaparsl,
criocoOCTByOIIYe POPMHUPOBAHUIO BTOPUYHBIX TTO/IOBBIX IIPU3HAKOB
(roHaJOTPOIMHBI). B HEKOTOPBIX C/TyYasiXx peKOMEHIYeTCs TepPaItus

FOPMOHOM pOCTa
WWW. bsu_edu_ru Benropogckui rocyAapCTBEHHbIN HaUMOHanbHbIN UCCneaoBaTenbCkMii YHUBEPCUTET




MEJINUKO- ' EHETUYECKOE
KOHCVYJIbTUPOBAHUE
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