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MonHoe nccnepoBaHue reHa CFTR (27 3k30HOB,9 MHTPOHOB, BKIO4Yas geneumro 2,3 akaoHa) metogom NGS

lMokaszartenb PesynbTtar PedepeHCHble 3Ha4YeHus
O6HapyxeHune BapnaHToB B reHe CFTR (27 MaToreHHbIX BapuaHToOB, YCIOBHO MaToreHHbIX BapWaHToB, YCOBHO
9K30HOB,9 UHTPOHOB, BKIOYas AeneLuuto naToreHHbIX BApUaHTOB B reHe | maToreHHbIX BapnaHToB B reHe CFTR
CFTRdel2,3) - OMIM 219700 CFTR o6HapyxeHo He 6bino. 06HapyKEeHO He Obino.

KommenTapuu k mpo6e: Y narueHnTa OblI IPOBECH IOUCK MaTOTEHHBIX M YCIOBHO MAaTOr€HHBIX BAPUAHTOB B 3K30HaX 1-26, B
1,3,7,9,12,18,21,22,23 untpoHax, a Taxxke pacrnpocrpaneHnoit aeneiun CFTR del2,3. TTaforeHHBIX 1 YCIOBHO MATOTCHHBIX
BapUaHTOB 0OHAPY>KEHO He OBbII0. DTO NPaKTHYECKH TIOJIHOCTEIO HcKitouaeT Hannuue ¥ nannenta CETR-accommmnpoBanHbIX
3a00JIeBaHNH, TAKMX KaK MyKOBHCIINI03, HACJIEICTBEHHBIN ITAHKPEATUT, IBYCTOPOHHEE BPOK/ICHHOE OTCYTCTBUE CEMSIBHIHOCSIIINX
npoTokoB. HecMOTps Ha 3TO, ONMMCaHBI OUEHb PEJKUE CITydau MPOTSLKEHHBIX AeNeLUH, BBISBICHNE KOTOPBIX HEBO3MOYKHO C IOMOIIBIO
JTAaHHOH METOIMKH.

I[aTa BBITIOJTHCHHS UCCJIICIOBAHUA: UccnenoBanue BHIDOTHN:
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HaﬁﬂeHHHe MMAaTOrCHHbIC BAPpHUAHTHI:

Ionoxenue Ilonoxenue B 3amena Yacrora Tun
I'en I'enoTun IK30H % dbSNP IoxpeiTHE
B FeHOMe k/IHK AMHHOKHCJIOTBI ajtesst HacJIe0BAHHS

CFTR

*YacToTbl annenein npuseaeHbl no 6ase Exome Aggregation Consortium (Bbibopka A0 60702 yenosek). H/ A4, = HET AaHHbIX (He onucaH)

Haﬁ,[[eHHLIC BCPOATHO NMAaTOTCHHBLIC BAPpUAHTHI:

IMosoxkeHu IMoJsio:keHue B 3amena Yacrora Tun
I'en Fenorun IK30H * dbSNP IloxpeiTHE
€ B reHOMe k/JIHK AMHUHOKHCJIOTHI ajuesIst HACJIEIOBAHUS

CFTR

*YacToTbl annenen npuséaeHbl no 6ase Exome Aggregation Consortium (Bbibopka Ao 60702 yenosek). H/4, = HeT AaHHbIX (He onucaH)




Haiinennble BapuaHThl HEONIPEACICHHOTO 3HAYCHHUS:

IMogo:xkenn IlosokeHue B 3amena Yacrorta Tun
Ien I'enorun IK30H dbSNP IloxpsbiTHE

e B reHoMe kJIHK AMHUHOKHCJIOTbI ajnaens™ HacJIe10BaHusl

CFTR

*YacToTbl annenen npuseaeHbl no 6ase Exome Aggregation Consortium (Bbibopka Ao 60702 Yyenosek). H/A = HET AaHHbIX (He onucaH)
Pe3ynbTaTbl AAHHOIO UCCIE40BaHMUA MOTYT ObiTb NPABU/IbHO UHTEPNPETUPOBAHEI TO/IBKO BpauoOM-reHeTUKOM

Amnamu3 JIHK nanuenrta mpoBeaeH Ha cexBeHaTtope HoBoro mokonenus (MiSeq, Illumina) meTomom mapHo-koHueBoro urenus (2x151 m.H.) co cpemHuM
mokpeiTieM He MeHee 70—100x. o mpoOomoaroToBky Oblaa MCIOJIB30BaHA METOAMKA TapreTHOro oGerammenus reda CFTR. Jlnsg Ha3BaHMS BbISBICHHBIX
BapHaHTOB KCIIOJIb30Bajach HOMeHKIaTypa coobmectBa HGVS [1]. KauecTBo moiy4eHHBIX MPOMTEHUHN OICHUBAJIOCH C IOMOIIBIO FastQC™. Bsuio MIPOBEICHO
BEIpaBHHBaHWE Ha peepeHCHYI0 MOocea0BaTeIbHOCTh TeHoMa denoBeka Bepcrn GRCh38 ¢ momonisio BWAP! nocie wero 6pum nemonszosans: WHCTPYMEHTBI
GATK 4.1.5.0" 1151 MapkupoBKH [y IIIHKATOB, COPTHPOBKH 1 PEKATHOPOBKH 6a30BOi ONEHKH KauectBa. OOHAPYKEHHE MOHOHYKICOTHIHBIX BAPHAHTOB, KOPOTKUX

t!. Ddhhexthr HaliICHHBIX BAPHAHTOB OIpEACISUIACH IpH momomm Ensembl

BCTaBOK W Jieleluil ObLJIO BBIMIOJHEHO C HMCIMOJIb30BaHHEM anroputma DeepVarian
Variant Effect Predictor®™ u ANNOVAR!Y! ¢ ucnons3oBanmnem anHoTanmii mo Bcem MEBEETHBIM TPAHCKPHIITAM KaXIOro reHa m3 6assl RefSeq™ ¢ mpumenenuem
psoa METONOB MpeACcKa3aHHs MaTOTCHHOCTH 3aMEH (PolyPhen-Z[gl, SIFT[lo], MutationTasterZ[”], MutationAssessor[lZ], PROVEAN[13], U Jp.), a TaKXKe METOJIOB
OIIEHKH 9BOJIONHOHHON koHcepBatnBHOCTH (PhyloP™, PhastCons™). /s om€HKM MOy SIIHOHHBIX YaCTOT BBISBICHHBIX BAPHAHTOB HCIIONB30BAHBI BEIGOPKH
npoektos «1000 remomo»*®, ESP6500M"! 11 Genome Aggregation Database!™, Jifi onenxy kimamdeckoii peneBaHTHOCTH BHISBICHHBIX BAPHAHTOB HCITOIb30BAHbI
6aza mannsix OMIMM™! crienmanusuposanmbie 6assl DaHHBIX W IHTEpaTYpHBIC Janfibic. B 3aKTiOueHHe BKIIOYEHB! TONBKO BAPHAHTHI, MMEIOLIHE BO3MOKHOE
OTHOLICHHE K KJIMHUYECKUM MPOSBICHUSIM Y MalMeHTa. MeTo 1 He MO3BOJsie T BbISIBIIATh MHCEPIMH U eIy [UTHHON Oonee 10 m.H. (KpoMe MPOTSHKEHHOM Jeenn
CFTR2,3del), B Tom wumcie, MyTalid B HWHTPOHHBIX O0OJNAcTAX (3a HMCKIIOYCHHEM KaHOHMYECKHMX CaWTOB CIutaiicMHra +/-10 HyKJI€OTHIOB M HHTPOHOB
1,3,7,9,12,18,21,22,23), Bapuanuu JAJIMHBI TOBTOPOB (B TOM YHCIIE SKCITAHCUU TPUILICTOR), @ TAK)KE MYTAIlMU B T€HAX, Y KOTOPHIX B TCHOME CYIIECTBYET OJIM3KHUI 110
MOCJIEI0BAaTEIFHOCTH Mapaior (IceBaoreH). MeToa He NpeAHa3HAYEH ANl ONpEIeNieHHsl LUC-, TPAHCIIOJIOXKEHUS Hap TeTepO3UIOTHBIX MYTAIMH, a TaKkKe s

OLICHKHN YPOBHA METUIIMPOBAHUA, BBIABICHUA XPOMOCOMHBIX IEPECCTPOCK, IMOJIHUIIONINN, BEIABJICHUA MYTaHI/Iﬁ B COCTOsSHHUHN MO3aulu3Ma.
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