boJesns I'ome

Curyanus: Y 30-1eTHero My>XK4rHBI JHarHOCTHpoBaHa 6osie3Hp [ome [ Tima, BeI3BaHHAS
romo3urotHoit myramueit L444P B rene GBA. [lanueHT nMeeT renaTtocrieHOMETalInuio U
anemuto. Ero cectpa miaHupyetr 6epeMeHHOCTb U XOYeT OLIEHUTh PUCK Nepeadn 3a00JIeBaHuUs.
Bpau npeanaraer nepcoHanu3MpOBaHHBINA MOAX0/ K JICUEHUIO U MPOPUITAKTHKE.

Bomnpocstr:

1. Kakue npodunakTuueckre Mepbl MOKHO PEKOMEHI0BATh CECTpe MaIleHTa IS
NpeIOTBpAIeHHs POKIEHUS pedeHKa ¢ 0one3Hbpto [ome?

2. Kaxkoit nonxo nepcoHaAIM3UPOBAHHON MEIULIUHBI MOKHO TPUMEHUTD IS JICUCHUS
MY>KYUHBI ¢ 00JIe3HBI0 ['0111e, yYUTHIBast €10 TCHOTHUIT?

3. Kak remetnueckoe KOHCYJIbTUPOBAHUE MOKET MOMOYb B YIIPABICHUN PUCKAMH IS
cembu?

4. KaxkoBa posib MOHUTOPUHTA B TIEPCOHAIM3UPOBAHHOM JieueHHH Oome3nu ['ome s
MPEIOTBPALICHUS OCIIOKHECHUI?

ITAJOHHBIN OTBET:

Bonpoc 1: Kakne npodguiakruyeckue Mepbl MOKHO PEKOMEHI0BATH cecTpe NanueHTa AJs
NpeJ0oTBpallleHusl Po:KAeHus pedeHKa ¢ 6oJie3Hblo ['ome?

CecTpe manueHTa cieyeT MPOUTH TeHETHIECKOE TECTHPOBAHNE HA HOCUTEIILCTBO MYTAIHH B
rene GBA (nanpumep, L444P). Ecinu oHa gBisieTcss HOCHTENEM, €€ TapTHEP TAaKKe TOJDKEH OBITh
npotectupoBaH. [Ipu BeicokoM pucke (00a HOCUTENN) MOKHO PEKOMEH/1I0BaTh MPEHATAIBHYIO
JTUArHOCTHKY (aMHHOLIEHTE3 WJIM OMOTICHIO BOPCHH XOPHUOHA) WIIM IPEUMITTIAaHTAIIHOHHYIO
reHeTuyeckyto auarHoctuky (PGD) mist BeiOopa sMOpHOHOB 0€3 MyTaIluii.

Bonpoc 2: Kakoii moaxoa nepcoHaIu3MpoBaAHHON MeANLIMHBI MOKHO IPUMEHHUTD JJIs1
JieYeHHs1 MYKUYMHBI ¢ 00s1e3HbI0 ['o11e, yYuTHIBAs €ro reHoTun?

st myTarmum L444P B rene GBA moaxoauT ¢epMeHTO3aMeCTHTEIbHAS Tepanust (Harpumep,
nMmiglucerase), KOTopast BOCHOJHSET 1e(ULIUT TIII0KoLEepeOpo3uias3bl. AbTEPHATUBHO, [
MAIMEeHTOB C OMPEIEICHHBIMU MYTalIUSIMH MOKET OBITh d(ppekTrBHA CyOCTpaT-peyupyomas
Tepanus (Hampumep, SIUTIYCTaT), €CIM FeHOTUI 03BoJIsieT. BriOop Tepanuu 3aBUCHT OT
TSOKECTH CUMIITOMOB U OTBETa Ha JIEYCHHE, YTO TPeOYyeT TeHETUYECKOTO U KITMHUYECKOTO
aHaM3a.

Bomnpoc 3: Kak reHeTnyeckoe KOHCYJIbTHPOBAHHE MOKEeT MOMOYb B YNIPABJEHHH PUCKAMH
JISl ceMbu?

['eHeTHYECKOE KOHCYJIBTUPOBAHHE TTIOMOTACT CECTPE U €€ MAPTHEPY MOHATH PUCK POXKICHUS
pebenka ¢ 6omne3nbto ['ome (25% npu o6oux HocuTensix). KoHcynbTaHT 0OBSICHUT BapuaHThI
npodunaktuku (PGD, npenaTanpHas AMarHoCTUKA) U IPEI0CTaBUT HH(GOPMALIUIO O
BEPOATHOCTH HOCUTENBCTBA Y JPYTHUX POACTBEHHUKOB, IIpejiaras TECTUpPOBaHUE. DTO
MO3BOJIICT IPUHATH HH()OPMUPOBAHHOE PELICHHE O TNIAHUPOBAHUU CEMBH.

Bonpoc 4: KakoBa po/ib MOHUTOPHHIA B IEPCOHAJIN3HPOBAHHOM JieueHUH 0oJie3Hu ['ome
AJIsl IPeI0TBPALLEHNS OCJI0OKHEHUM?



Perynspubiit MoHuTOpUHT (HanpuMmep, MPT neduenu u cene3eHku, aHaau3bl KPOBU HA aHEMUIO U
TPOMOOIMTOIIEHHUIO, OIIEHKA KOCTHOM TJIOTHOCTH) MO3BOJISIET OTCIICKUBATH MPOTPECCHPOBAHNE
3aboneBanus U 3 dexkTuBHOCTH Tepanuu. [lepcoHann3upoBaHHBINA MOAXO0 BKIIOYAET
KOPPEKTHUPOBKY J103bl (hEPMEHTO3aMECTUTENBHOMN Tepaluu WK NIEPEeX0]] Ha IpyrHue npenapaTsl
IIpY HEAOCTATOYHOM OTBETE, IPENOTBpaLIas OCI0KHEHUS, TAKAE KAK NIEPEJIOMBI MJIM OpraHHas
HEI0CTaTOYHOCTb.



