Cunapom Ilpanepa-Buiiu

Curyanus: B xinHuKy obparuiach ceMbs ¢ 6-JIeTHUM peOeHKOM, Y KOTOPOTO HaOIIOJat0TCS
OKHPEHME, HU3KUM pOCT, TUIIOTOHUS U 33JepXKa ICUXOMOTOPHOT O pa3BuTHs. ['eHeTnueckuit
aHaJIM3 BBISABUI Jeneruio B peruone 15q11-ql3 Ha oTIOBCKOM XpoMocoMe, UTO yKa3bIBaeT Ha
cunzpom Ilpanepa-Bumin.

1. K kakoMmy Kiaccy peAKuX TeHeTHYeCKUX 3a0oseBaHnii oTHocuTcs cunapoM Ilpanepa-
Bumu ¢ Touku 3peHust MOJIEKYJISIpHBIX U reHeTnueckux MexanuzMoB? (IToackaska:
paccMOTpPUTE POJIb FTEHOMHOI'O UMIIPUHTHHTA.)

2. OOBsICHUTE MOJIEKYJIAPHBIN MEXaHU3M, CBSI3aHHBIN C feneruel B peruone 15q11-q13, u
KaK OH IPUBOAMT K KIIMHUYECKUM MPOSIBICHUSIM.

3. OueHuTe 3MUIEMUOJIOTHYECKYI0 3HAYMMOCTh cuHaApoMa [Ipanepa-Bunu: kakoBa
MpUMepHas 4acToTa 3a00JIeBaHUs B MOMYJISUU?

4. KaxoBa KIMHMYECKasl 3HAUUMOCTb PaHHEN IMAarHOCTUKH ATOT0 3a00JIeBaHUs, U KaKue
TepaneBTUYECKUE MOAX0bl MOTYT YJIyYLIMTh Ka4€CTBO KU3HU MalueHTa’?

ITaIOHHBII OTBET:

Bomnpoc 1: K kakoMy KJ1accy peIKuX reHeTH4ecKuX 3a001eBaHuii OTHOCUTCH CUHAPOM
IIpanepa-Buiim ¢ TOYKH 3peHUSA MOJIEKYJISIPHBIX U TeHETHYEeCKUX MEXaHU3MOB?

Cunapowm Ilpanepa-Bumim 0oTHOCUTCS K KJIacCy TeHOMHBIX UMIIPUHTUHTOBBIX 3a00JeBaHUi. DTO
pellkoe reHeTn4ecKoe 3a00ieBaHNe, BEI3BAHHOE HAPYIIEHUEM SKCIIPECCUU TEHOB B PErHOHE
15q11-q13 Ha oTOBCKOM XpoMocoMe. [ € HOMHBII UMIIPUHTHHT 03HAYAET, YTO ONPEIETICHHbIE
TeHBbI IKCIPECCUPYIOTCS TOJIBKO C OJJHOM POJUTENBCKON XPOMOCOMBI, M B JAHHOM CJIy4ae yTpara
OTILIOBCKOM KOMHH MPUBOJUT K 3a00JI€BAHUIO.

Bomnpoc 2: O0bsicHuTe MOJIEKYJISPHbI MEXaHU3M, CBSI3AHHBIM C JeJieliueil B peruoHe
15q11-q13, 1 KaK OH NPUBOJAUT K KJIMHUYECKHM MPOSIBJICHUSAM.

Heneuust B peruone 15q11-ql3 Ha OTHOBCKOM XpOMOCOME MPUBOJIUT K YTPATE IKCIPECCUU
HECKOJIbKMX T'eHOoB, BKIItouass SNRPN n NDN, koTopble KpUTUUECKH BaXKHBI JJI1 HOPMaJIbHOIO
pa3BUTHUsA. DTU F€Hbl YYaCTBYIOT B PETYJISLMHU alllIETUTA, MBIILIEYHOTO TOHYCA U KOTHUTUBHBIX
¢ysakuuid. OTCYyTCTBUE UX SKCIIPECCUU BBI3BIBAET THIIOTOHMIO (B MIIQJICHYECTBE), THIIEp(aruio
(BeaylIyIO K 0)KMPEHUIO), 3a1€PKKY ICHXOMOTOPHOT'O Pa3BUTHUSI U TOPMOHAJIbHBIE HAPYILIEHUS,
TaKMe KaK HeIOCTaTOYHOCTh TOPMOHA POCTa.

Bomnpoc 3: Ouenure 3Mu1eMHOJIOTHYECKYI0 3HAYNMOCTH cuHaApoMa Ilpanepa-Buiuiu:
KaKOBa NMPUMepPHAasi 4acTOTA 3200J1eBAHNS B MOMYJIsIuu ?

Yacrota cunapoma Ilpanepa-Buiu cocraBnsier npumepno 1 va 10 000-30 000
HOBOPOXKICHHBIX. 3a00JIeBaHNE BCTPEUALTCS C OAMHAKOBON YaCTOTOM Yy MY>KUMH U JKEHIINH U HE
CBSI3aHO C 3THUYECKUMHU T'PyNIaMu, XOTSl TOUHbIE JaHHbIE MOT'YT BAPbUPOBATHCS B 3aBUCUMOCTHU
OT PErMOHa U TUArHOCTHYECKUX BO3MOXKHOCTEH.

Bonpoc 4: KakoBa KJIMHMYECKAasi 3HAYMMOCTbh PaHHEH TUATHOCTHKH 3TOr0 3a00/1eBaHus, U
KaKue TepaneBTHYeCKHe MOIAX0AbI MOTYT YJIYYIIHUTh KA4eCTBO KM3HU MalHeHTa?

PanHsis AMarHocTHKa Mo3BOJISIET CBOEBPEMEHHO HauaTh JICUEHUE, HAIIPABICHHOE Ha KOHTPOJIb
CUMITOMOB U MpEeAO0TBpallleHre OcoKHeHu. Harpumep, TOpMOH pocTa MOXKET YIyUIIUTh POCT
Y MBIIIEYHBII TOHYC, TUETUYECKUI KOHTPOJIb IOMOTAeT NPEIOTBPATUTh OKUPEHUE, a



¢uznorepanus 1 06pa3zoBaTeIbHbIC IPOrPAMMBI MOAJCPKHUBAIOT ICUXOMOTOPHOE pa3BuTHe. bes
JIeYCHHSI TAIIMEHTHI PUCKYIOT PAa3BUTh TSDKENIOE OKUPEHUE, TuadeT 2 TUIa U CepIeHHO-
COCYAMCTBIE OCIIOKHEHHMS.



