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Pe3rome. Ilpu usyyenuu eenemuueckux acnekmos cunopoma Ilpadepa-Buinu Ovinio ycmanosneno,
ymo npuquﬂoﬁ Oanno20 3a00ne8anus AGAAemcs HeOOCMAamo4yHas oKcnpeccusd oOmuyo6CKux ceHoe
xpomocomsl 15.
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Resume. The study of the genetic aspects of Prader-Willi syndrome has shown that the cause of
this disease is the lack of expression of paternally derived genes on chromosome 15.
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AxkryanabHocTh. Cunapom CIIB — penkoe reHeTndyeckoe 3a00J€BaHUE C
ayTOCOMHO-PELIECCUBHBIM TUIIOM HACJIEIOBaHUs, KOTOPOE€ Ha CEroJHSAIIHUN JEHb
JIOBOJIBHO MAJIOM3y4Y€HO U BCTpedaeTcs ¢ yactoTord npumMepHo 1:15 000 HOBOpOKAEHHBIX.
C a>tuM 3aboeBaHueM BO BcEM Mupe kuBYT okosio 400 000 genoBek. B ¢Bs3u ¢ HU3KOMH
4aCcTOTOM BCTpeUaeMOCTH 3a00JieBaHUSI B  KJIMHHYECKOM TIpakTHKE M  MaJlod
MH()OPMUPOBAHHOCTHIO Bpayel CTaBUTCA OKOJIO 75% HeNnpaBUIIBHBIX JUAarHo30B. BmecTo
CIIB 3ayacTyto cTaBsTCA IUarHo3bl cuHapoM Jlayna u muonatus [ 1].

Hesab: M3y4uTh T€HETHUYECKHUE AaCIEKThl M KIMHUYECKHE MPOSIBICHUS CUHAPOMA
[Ipagepa-Buinu, yactoTy BcTpedaemocTu 00JbHBIX B Peciybnuke benapycs.

3amaun:

1. OLleHUTD CTETICHb THKECTU JAHHOTO 3a00JICBAHMS.

2. BbigBUTH 4YacTOTy BCTPEYAEMOCTH M KOJWUYECTBO OOJNBHBIX B PecmyOnuke
Bbenapych 1 B cTpaHax OJuKHET0 U TalIbHETO 3apyOeKbsl.

Marepuan u metroasbl. [Ipoanann3upoBaHbl TaHHBIE OTEUECTBEHHON U 3apyOeKHOM
JUTEPaTyphl M0 U3ydaeMoi MpoodJiemMe, a TaKKe pe3yJIbTaThl MEIUIIMHCKOTO IIeHTpa “MaThb
u Tuta” u mockoBckoro HUM nenuatpuu 1 1eTCKOM XUPYPIrUu.

Pe3yabrarbl U uX 00CysKIeHHe. YCTaHOBIEHO, 4To cuHapoM [Ipanepa-Bumm —
MYJIbTUCUCTEMHOE  IE€HETHYecKoe  3a0oJieBaHME, BO3HUKAIOUIEE B  PE3yJIbTaTe
HEJIOCTATOYHOM HKCHPECCUH OTIOBCKUX HUMIIPUHTHHTOBBIX I'€eHOB Xpomocombl 15 (qll-

q13).
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Pucynoxk 1 — Jlokanuzaius reHa

['enoMHBIN HMIIDPUHTHHI — HOBOC SBJICHHC, OTKPBITOC Onar omapAa yCIICXaM
MOJICKYHHpHOI?I reHetuku. OH o3Ha4aeT Pa3INYHYIO SKCIIPCCCHUIO I'CHOB B XpOMOCOMAax B
3aBUCUMOCTHU OT OTHOBCKOI'O UJIM MATCPHUHCKOI'O ITPOMUCXOKACHHUS. I'maBHBIMUI IMpUYrHaMU
OTCYTCTBUA HIIN HGI[OCT&TO‘-IHOfI OKCIIPECCUN I'CHOB B OTHOBCKHX aJUICIIAX SABJIAIOTCA:
ACJICHUA U MATCPHUHCKAA ANCOMMS.

Prader-Willi syndrome : Genetic mechanisms
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Pucynox 2 — CxeMa reHOMHOTO HMIIPUHTHUHT A

[Tomasnsitomiee 6OJMBITUHCTBO ciaydaeB cuHapoma [Ipanepa-Bummu cnopagundeckue
U OOYCJIOBJICHBI Pa3IUYHBIMU MYTalUsIMH. Y CTaHOBJICHO, YTO Haubosiee dacto, y 70%
Jrofiel, OOHapYy)XKMBAeTCs MHUKPOJCICIUS B OTIOBCKOM xpomocome 15 (gll-gl3).
Mexanu3mMm, Jiexanud B OCHOBE TAaKOW IIOBTOPHOW JEJECHUM — HENpPaBUIIbHAsA
pPEKOMOMHAIMS MEKIYy KOPOTKMMHU TaHAEMHBIMU TIOCJIEIOBATEIHLHOCTIMUA TTOBTOPOB,
OrpaHUYMBAIOIIMMU 00NacTh Aenenuu. Pexe HaciegoBaHWE ENElMH, 3aXBaThIBAOLIEH
ATOT PErruoOH, MPOUCXOAUT, €CIIM MALUEHT YHACIeAyeT HecOaaHCUPOBAHHBIN KapUOTHI OT
POIMTEIIS, UMEIONIETo COATaHCUPOBAHHYIO TPpaHCIIOKaIuio [2].
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Pucynox 3 — MonexyssipHas opranusaius paitona 15 (q11-q13)

B 20-30% cnydaeB B kapuoTure O0JbHBIX HE OOHAPYKUBAETCS MUKPOJIECICLIUM, HO
IIpU 3TOM 00€ XPOMOCOMBI 15 MMEIOT MaTepUHCKOE MPOUCXOXKACHUS, T.€. MATEPUHCKUN
TUI ~ MMOPUHTUHTA.  JlaHHOE  SIBJICHME  MOJY4YWJIO  HAa3BaHUE  ‘“‘MaTepUHCKas
omHOpoauTenbckas aucomust” . OPJ] MOTYT BO3HUKaTh B pe3yJIbTaTe HAPYILIECHUS IIpoliecca
pacxoxaeHus JIo0ool u3 23 map XpoMocoM B Meiio3e B XojAe 00pa3oBaHUs MYKCKUX U
YKEHCKHX IIOJIOBBIX KJIETOK WJIA B MUTOTHUYECKHU JICISIIIUXCS KIETKAaX 3UTOTHl HA PAHHUX
JTanax pa3BUTHUA 3apOAbILIa.

CIIB xapaktepu3yeTcsi HEOHATaJIbHON MBIIIEYHOW THUIOTOHHMEHN, HENOCTaTOYHOMN
npuOaBKOM Macchl Tela Ha TEpPBOM TOAY JKM3HU, a B JaJbHEHIIEM — pa3BUTHEM
runepdarud M OXXUPEHUs, 3aMEIJICHUS TEMIIOB POCTa, 3aJEPKKONW TMCUXOMOTOPHOTO
pa3Butus, TunoroHagusmom. Jlns mnammentoB ¢ CIIB xapaktepusl crnenuduueckue
(dbeHoTUNMYECKUE OCOOCHHOCTH: Yy3Kas BHCOYHAs 4YacTh 4Yepemna, TUIOMUTMEHTAIus,
MaJICHbKHE pa3Mepsl KUCTer u crymnHen [ 1,3].

G B

Pucynok 4 — Cunapom I[panepa-Bwinu y pebenka

TEREEL L

ITatorene3 cunapoma Ilpamepa - Bum 10 HaAcTOALIETO0 BPEMEHU OCTAECTCA
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MaJIOMCCIIEJOBAaHHBIM. BBICKa3bIBalOTCA NPEANOIOKEHUS, YTO OXXHUpPEHHE Yy OOJIbHBIX
00yCJIOBJIIEHO 3HAUYUTEIbHBIM YCUJIEHHEM CUHTE3a JKHpa W3 aleraTa U KpailHe HU3KUMHU
npoueccaMu aunosmza. OJHOM W3 NPHUYMH 33JEPKKHM POCTa SBISAETCS IOBPEXKICHUE
runousa, KOTOPhIM BbIpaOATHIBAET TOPMOH pOCTa. ['MIOrOHagu3M MOXKET OBITH TaK¥Ke
CBA3aH €  JUCQYHKIMEW  rumorajgamyca, I[pPEUMYLIECTBEHHO, B  00JacTH
BEHTPOMEAMAIIBHOIO W BEHTposarepaibHoro  saep. OaHum u3  OOBSICHEHUH
TUIONUITMEHTALUN KOKH, BOJIOC U PALYKKU CIY’KUT CHUKEHUE aKTUBHOCTH TUPO3UHA3HI B
BOJIOCSTHBIX (DOJUTMKYJIaX M MEJaHOLMTaX, a TakKe YMEHBIIICHHE TUTMEHTa B ceTyaTke. B
pPa3BUTUU 3JIOKAYECTBEHHBIX HOBOOOpPA30BAHMN TJIABHYIO POJIb HUIPAaeT MOHMKEHHAs
cnocoOHoCTh K penapaunu JJHK.

Huarnoctuka CIIB B GonbpIIMHCTBE Cy4aeB MPOBOJIUTCS METOAOM T'€HETUYECKOTO
TeCTUpoBaHus. ['eHeTnueckuil TecT uccneayer obpazen wkierok JHK nHa Hamuuwme
aTUMHWYHBIX TEHOB, WM aHaJU3UPYyeT KOJIMYECTBO, PACIOJIOKEHHE M OCOOEHHOCTH
xpoMocoM. Pexe wncronb3yeTrcs mojMMepaszHasl LEeNHas peakius U LUTOT€HETUYECKUN
meTorn [3].

['eHeTnyeckoe TeCTUpOBaHUE, MPOBOIMMOE Ha 0a3e MEAUIIMHCKOIO LeHTpa “MaTh U
JuTs’” mokazalio cieayrolee:

80,00%
70,00% 69,20%
60,00%
50,00%

40,00% 38,50%
33,30%
30,00%

20,00%
0

§00% 14,30%

0,00%
2000-2002 2003-2005 2006-2007 2008-2010

Pucynok 5 — Yacrota BoisiBeHUs 3a0oneBanus B Pb
- 95,5% nroneit UMEIOT ASJICLMIO;
- 4% UMEIOT TUCOMHUIO:
- 1 ciydait poGepTCOHOBCKOM TPaHCIOKAIIUH.
Yacrora Bcrpeuaemoctu CIIB B benmapycu cocraBmsger 1:18 000. Yacrtora
BoisiBiieHus CIIB mo bemapycu Ha cerogns cocraBisier Oosiee 69,2%, 4TO TOBOPUT O
BBICOKOM KBaJM(PUKAIIMKU OEIOPYyCCKUX Bpauei [4].
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