MyxkoBHCHHI03

Curyanus: bepemennas xeHmHa Ha 12-if Hegene 6epeMeHHOCTH oOpalaercs K
TeHETUYECKOMY KOHCYJIbTaHTy. B ceMeiiHOM aHaMHe3e y ee My»Xa ecTh Opar ¢
MYKOBHCIIMJI030M, BbI3BaHHBIM roMo3uroTHoit myrauueit AF508 B rene CFTR. I1apa
00€eCcTIoKOCHa PUCKOM POKICHUS peOeHKa ¢ ATUM 3a0osieBanueM. [locie poxxaenus pedeHka
HPOBOJUTCS HEOHATAJIbHBIN CKPUHUHT.

1. Kakoit MmeTon npeHaTaabHON 1MarHOCTUKK HanboJiee MOJXOAMT AJIS BBIABICHUS
MYKOBHUCIIH/I03a Y IJI0Ja, U B UM €ro MpUHIHI?

2. Kaxoii MmeTos mocTHATaIbHON IUArHOCTUKU UCTIONB3YETCsl B HEOHATAIbHOM CKPUHUHTE
JUTSI MyKOBHUCIIM/I03a, M KaK OH paboTaeT?

3. Kak uHTEepIIpeTHpOBaTh PE3yIbTATHI, €CIIU MPEHATATBHBIN TECT BBISIBIII T€TEPO3UTOTHYIO
myTanuoo AFS508 y mnona, a noCTHATAIBHBINA CKPUHUHT ITOKA3aJI ITOBBIIICHHBIN YPOBEHb
UMMYyHOpeakTuBHOTO TpuncuHorena (IRT)?

4. KaxoBa poib CKpUHHUHIA B IPEJOTBPALICHUN TSKENbBIX OCI0XKHEHUH MyKOBHCLIN03a?

ITAJOHHBIN OTBET:

Bomnpoc 1: Kakoii MmeToa npeHaTaJbHOM JUATHOCTUKH HanboJ1ee MOJAXOIANUT 1JIs1 BbISIBJICHUS
MYKOBHCIH/103a y 1012, M B YeM ero NPUHIUI?

Haubonee moaxoasmuii METOT — aMHHOLIEHTE3 Wi Ouoricust BopcuH xopuoHa (CVS) ¢
nocnexaytomum [11P-ananu3zom nns BeisiBiienus mytauuii B rene CFTR. AmHnonenres (Ha
15-20 nenene) unu CVS (Ha 10—13 Henmene) mo3BOJISIOT MOJYYHUTh KJIETKH T10/1a, U3 KOTOPBIX
n3Bnekaercs JJHK. ITIP ammmdunupyer peruon rena CFTR, conepkammii myTtaruto AF508,
JUTsL OTIPEICJICHHS TEHOTHUIIA TUI0/1a.

Bonpoc 2: Kakoii MeToa NOCTHATAJILHON AUATHOCTHKH HCIOJIB3YeTCS B HEOHATAJILHOM
CKPMHMHIE VI MyYKOBHCIM/103a, M KAK OH padoTaet?

HeonaranpHblil CKpUHUHT 111 MyKOBHUCIIM/103a BKJIIOUAET U3MEPEHNE YPOBHS
nMMyHopeakTuBHOro TpurnicuHoreta (IRT) B kpoBH HOBOPOKIEHHOTO C TIOMOIIIBIO
ummyHodepmenTHoro aHanu3a (ELISA). [Toseimennsiii IRT yka3piBaeT Ha BO3MOXKHOE
HapyuieHne GyHKIUU MOHKeNyI09HOH jKeJle3bl, XapakTepHoe A1 MyKoBHUcIH103a. [lpu
MOJIOKUTENBHOM pe3yJibTaTe npoBoauTcs noarsepxkaatomuid [11[P-ananu3 na myrauuu B CFTR.

Bonpoc 3: Kak uHTepnpeTnpoBaTh pe3yabTaThl, €CJIU NPEHATAIbHbINA TECT BhISIBHJI
rerepo3urotnyro myranui AF508 y niiona, a mocTHatajabHbIi CKPMHHMHT NOKA3271
NOBbINIEeHHBIH ypoBeHb IRT?

I'erepo3urotnas myrtanusa AF508 y mioaa yka3bsIBaeT Ha HOCUTEIIBCTBO, HO HE OATBEPKAAET
MYKOBHCIIMJI03, TaK KaK TpeOyeTcst BTopasi MyTalus sl pa3BUTHs 3a0oneBanus. [1oBbIIeHHBIN
ypoBeHb IRT B mocTHaTanbHOM CKpUHUHTE TPEOYET NaibHEHIIero reHeTHYecKoro
tectupoBanus. Ecnu moarsepxkaaercsa Bropas myTtauus B CFTR (manpumep, Apyras naToreHHas
MyTalus), IMario3 MyKOBUCILIM/103a TOATBEpkAaeTca. Eciu BTopas MyTanus He BbIsIBJICHA,
PEOCHOK SIBIISIETCSI HOCUTEIIEM.



Bonpoc 4: KakoBa posib CKpUHHHIa B IPeJ0TBPALICHUH TSKeJbIX 0CJI0KHEHUH
MYKOBHCIIH/103a?

CKpHHUHT M03BOJISIET BBIIBUTh MyKOBHUCIIM/103 HA paHHEH CTaJIuH, /10 MOSBICHUS TSHKEIIBIX
CUMITOMOB, TAKMX KaK XpOHUYECKUE UHPEKIUU JIETKUX WU HEJOCTATOYHOCTb MOKETYJOUHOM
xene3bl. Pannee Hayaino nedenust (Hanpumep, Moayistopsl CFTR, mykonutuku, quera)
yJIydiiaeT pyHKLHIO JIETKUX, TUTaHUE U MPOJIOJKUTEIBHOCTD KU3HU. CKPUHUHT TakxkKe
IIOMOTaeT B TeHETUYECKOM KOHCYJIbTUPOBAHUHM ISl OLIEHKU PUCKA B CEMBbE.



