3agaya 1: CimHaJbHAs MbIIIeYHasA aTpodus

Curyanus: [Tapa, 00a U3 KOTOPBIX SBJISIOTCS HOCUTEISIMU JAeNeMU 3K30Ha 7 B reHe SMN,
oOparaeTcs 3a KoHcynbTanuei Ha 10-it Henene 6epemeHHocTH. OHU XOTST Y3HATh, €CTh JIU Y
ioja crnvHanbHas MbieyHas arpopus (CMA). Ilocne poxxienust pedbeHka IpoBOAUTCS
HEOHATaJbHBIA CKPUHUHT JJIs TOATBEPKIEHUS IUarHo3a.

1. Kakoit MeTo mpeHaTaIbHON JUArHOCTUKU HanboJee MoaXoauT i BeisiiaeHUss CMA y
IUI0fa, ¥ B Y€M €ro MPUHIIUII?

2. Kakoit MmeTos mocTHaTaNbHOM JUAarHOCTUKHU UCIOJIb3YeTCs] B HEOHATAIbHOM CKPUHMHTE
st CMA, 1 xak oH paboraet?

3. Kak unTepnperupoBaTh pe3yibTaThl, €CIIH MPEHATATBHBIN TECT BHISIBUI TOMO3UTOTHYIO
nenenuto 5k30Ha 7 B rene SMN1, a mocTHaTanbHbIA aHANINU3 MOATBEPIUI OTCYTCTBUE
Kxomuii resa SMN1?

4. KakoBa poJib CKpUHHMHTA B TPEAOTBPALIEHUHU TSHKENBIX OCIOKHEHUH CMA?

3agaya 2: ®eHWIKETOHYPHSA

Curyanus: Y xeHIMHbI Ha 11-i Henene 6epeMEeHHOCTH B CEMEITHOM aHaMHe3€ €CTh
ponctBeHHUK ¢ GpeHmnkeTonypueit (OKYVY), Bei3BanHoi MyTanusimu B reHe PAH. [Tapa xouer
ouenutb puck OKVY y mioxna. [locne poxnenus pebeHka mpoBOAUTCS HEOHATAIbHBIA CKPUHUHT
JUIsL pAaHHETO BBISIBJICHUS 3a00JI€BaHUS.

1. Kakoit MeTo1 mpeHaTaIbHON JUArHOCTUKHM Hanbosee moaxoauT it BeisiBieHuss OKY y
IUIOZA, U B YEM €r0 IPUHLINI?

2. Kako# MeToJ NOCTHATAIbHOM JUAarHOCTHKY MCIIOJIb3YETCS B HEOHATAJIbHOM CKPUHUHTE
st KV, u xak oH padoraet?

3. Kak uHTepnpeTupoBaTh pe3yibTaThl, €CIM NPEHATAIBHBIN TECT BBIABUI KOMIAyH/I-
reTepo3uroTHsle Mytanuu B reie PAH, a mocTHaTalbHBIN CKPUHUHT ITOKa3all
TIOBBIIIEHHBIN YpOBEHb (peHMITaIannHa?

4. KakoBa pojib CKpMHUHTA B IPEAOTBPAILIEHUH TsDKEIBIX ociaoxkHeHn OKY?

3agaya 3: Cunapom /layna

Curyanus: 35-neTHss OepeMeHHas JKeHIMHA TPOXOAUT CKPUHUHT IEPBOTO TPUMECTPA,
KOTOPBIN ITOKa3bIBACT MOBBILICHHBIN pUCK cuHApoMa JlayHa y mioaa. /s noarsepxacHus
JMarHo3a Ha3HA4aeTcs MHBA3UBHOE TecTupoBaHue. [locae poxneHus pedeHka IpoBOAUTCS
IIOCTHATAJIbHAS IMATHOCTUKA JUIsl YTOYHEHUS TEHETUYECKUX HAPYIICHUM.

1. Kakoit MeTo mpeHaTaIbHOW JUArHOCTUKH HAanOO0JIee TOIXOIUT JUTsI TIOATBEPKACHUS
cunapoma [layHa, 1 B ueM ero npuHuumn’?

2. Kako# MeToz IOCTHATAIbHOW JUAarHOCTUKY MCIIONb3YETCs Ul IOATBEPKICHUS
cuHIpoMa /layHa y HOBOPOKIECHHOTO, 1 KaK OH paboTaet?

3. Kak uHTepnpeTupoBaTh pe3yibTaThl, €CIM IPEHATAIBHBIN TECT BBIABWI TpUCOMUIO 21, a
IIOCTHATAJIbHBIN aHAJIN3 MOATBEPANII HAIMYKUE JOMOIHUTEIbHOW XpOMOCOMBI 217

4. KakoBa pojb CKpMHUHIA B IPEAOTBPAILIEHUH TSDKEIIBIX OCI0KHEHUH cuHapoma JlayHa?



