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Kupuim

Tyrma 6ponx aHomanusaapu (TBA) Hadac onum HYAIapUHUHT PUBOXKJIAHULIKAATH
TYJIMK, IIAK/JIJIaHMaCJAUK 6KYU MOPOJIOTMK OY3U/IMLLJIAPHY ¥3 U4Mra oJ1a/iu. Y10y naTo10Tus
Kyn xoJuiapAa Hadac oMl KUMMHYWJIWTH, KaWTaJlaHyBYM UHQPEKUUsJIAp Ba pecnupaTop
JUchyHKIMSA OWUJIaH HAMOEH OY1aJU.

Mosiekyasap TagKUKOTJap Tydalau MabayMm OYJIAMKH, Hadac OJIMII THU3UMHUHUHT
PUBOXJIAHUIIM YYyH MYXUM Oy/raH 6up Katop reHsapgaru mytauusiiaap TBAHUHT acocuit
cababu xucobsanaau. CFTR, FGF10, SOX2, FGFR2 Ba SHH (Sonic Hedgehog) rennapugaru
MyTayusaaap Hadac WyJIJIapUHUHT WAK/JIaHUIIYU Ba SMUTENUN TYKUMaJapHUHT QYHKIMOHA
daosuaTHAATY OYy3UIMILIAPTA 0JIUO KeslaZyi. X03UPTrU KYH/a 3aMOHaBU I MOJIEKYJISIP yCyJL1ap
yl0y reHapard y3rapyijiapHy 3pTa 60CKHAY/la aHUKJ1alll HNMKOHUHU 6€pMOK/Aa.

MyaMMOHUHTI A0/13ap6JIUTHA

TBA 6usiaH TyFuJIraH 4akajaoKJjapAa NaToJOTMSIHY 3pTa aHUKJIall OpKaJsli acopaT/iapHU
OJIIUHU OJIUII MyXUM XHUcoOJsiaHagU. [eHeTUK MyTalUsJIADHUHT KJIMHUK KYPUHMULLIApPW Ba
YyJIApHUHT acopaTJ/iap 6U/1aH 60FJIUKJAMTUHN YPraHUII TAalUXKUC KYHUII Ba JaBOJIaLl XKapaéHUHHU
axmuaamra xu3mart Kuaagu. Iy 6ouc, Hadac uyanapy WaK/AJaHULIWTA TabCUP 3TYBYHU
acoCui MyTallUMsJIapHU YYKYP TaXJIUJ KUJIMLI 1013ap6 WIMKM BazudasapJad 6Upuaup.

Makcapg,

TyFMa 6pOHX aHOMa/IMSIJIApUHU KY3FaTyBYM aCOCHM reHeTUK MyTalUsAJIapHU aHUKJIalll,
YJApHUHT KJWHUK acopaTJsap OWJaH OGOFMKJUIMHU YpraHUIl XaMJa MOJIEKYJSAp Tax/uJ
BOCUTAJIapy épAaMu/ia yJapHU 3pTa 60CKHAY/Ia aHUKJIAIl YCYJIJIapUHU PUBOXKJIAHTUPUILL

MaTepuaJi Ba TeKIIUPHUII YCYy/IJIapH

Tagkukotra TBA 6usiaH Tyruaras 35 yakasok Ba 20 Hadap cOFioM YaKaloKAaH ubopat
Ha30paT rypyxu *ajnb KuJIuHAW. KoH Ba OpoHX TYKMMaJlapy HaMyHaJlapy oJIMHUG, yaapaa NGS
(Next-Generation Sequencing) opkanu CFTR, FGF10, SOX2 Ba SHH rensapugaru myTtanusiap
Tax/Ina KAIMHAU. LIlyHUHr ek, MyTanysiap Ba KJIMHUK acopaTJ/iap ypTacuiard 60FIMKJIUKHU
O6axoJsialll y4YyH CTAaTUCTUK TaxJua amaira omupuagu. qPCR épaaMuja aHUKJ/IaHTaH
MyTalMsJIapHA TacAUKJall Ba TeHeTHK Vy3rapuuuiap JAapakacMHH VJdall HIIapu
O6akapuJIau.

TaagKUKOT HaTHKaJIapy Ba YJIAPHUHT MyX0KaMacu

TagKUKOT AaBOMMJA aHUKJAHTAaH MabjayMoTJapra Kypa, TBAra 3Hr Kym OO¥fJIUK,
myTanusaap CFTR renununr F508del myTtanuscu (52%) Ba FGF10 renunusr p.Glul12Lys
myTanuscu (40%) 6yau6 yukau. llyHunrgek, SOX2 reHMHUHT aWpUM HyKTa MyTalUs/Iapy
Hadac Wymapu runomnaasyusacy 6UaaH 60FIMK IKaHJIUTY aHUKJIaHIH.
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KJIMHUK acopaT/iapHU Tax/IMJ KWUJIMII HaTH)KacHJla MyTalMsilapra ara 4akaJjokJjap/aa
KaWTaJlaHyBYd OPOHXONMHEBMOHHS, THUIOKCUS Ba OpPOHXMaAJ TYCUJIHMILI XOJIaTJapyu HOKOPH
KypcaTKuuJjapra 3ra 6yagu. MyTayuss OysiMaraH 4aKaJjokJjapra HuUcOaTaH, Ma3sKyp
naToJIorUsiiapra 3ra 4akajokJjapJa HHeKuMsiapra MOWWJ/JIMK WKKWA 6apaBap HOKOpHU
3KaHJIUTH Ky3aTUJIU.

JNUreHeTUK OMUJIJIADHUHT XaM MyXUM pOJId Kanu aTUAAd. OHaJlTapHUHT XOMUJIaZ0PJIUK
JlaBpUJia YUJIUM YEeKUIIH, 3aXapJIii XaBO TA'bCUPH Ba eTapJiM 03UKJIAaHMACAMK Kabu oMuUJIap
Hadac Hyanapy Mak/JJaHUIINATa caJiOUi TabCUp KYpCcaTraHU aHUKJIaHH.

XyJioca

TagKUKOT HaTWKajlapy TyFMa OpOHX aHOMa/JMSJIApUHU KY3FaTyBYM MyTauusap
KJIMHUK acopaTJiap 6uiaH yaMmbapyac GOFf/IMK 3KAHJUTHHU KypcaTAu. MoJieKyasip TaXJua
YCYJJIAPUHUHT KYJJIAaHUJIUIIY NAaTOJOTHUSIJIapHU 3pTa 60CKUY/la aHUKJI1alll MMKOHUHU 6epuo,
ylioy MyTalnuaJapHU Xy»ailpa Aapaxacuza 4yKyp YpraHull y4yH 3aMUH gpaTMoK/ja. by aca
KeJlaXkakJa Hadac oJivil HyJ/Jlapyd aHOMa/IMSIapMHUA caMapaJ/ii JaBoJialll Gyhuya SIHTH
yCyJUIapHU PUBOXKJIAHTUPULITA épJiaM bepasu.
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