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NauymnenT: NIBAHOB VIBAH NBAHOBWY
3akas:

Data poxaeHus: 10.10.1980

Nny: O6paseu pesynbTaTa

FT’EHETUYECKUE UCCITIEQOBAHUA.
[ata B3aTua 6uomartepuana:

3aaBka: 7017036022
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Marepuan: Kposb BeHo3Has (c O TA)

UccnepoBaHue: MonekynspHo-reHeTuyeckas amarHocTuka Mykosucumaosa, redH CFTR (BbisiBneHne 38 mytauumn)

MapameTtp

MonekynsipHo-reHeTu4eckasi gnarHocTnka Mykomncumaosa, reH CFTR

(BbIABMEHWE 38 myTauwmi)

Pesynsmam nabopamopHozo uccredosaHus He Aensiemcs QuazHoO30M, UHmepnpemayus
pe3synbmamos npogodUMCs ¢ y4emoM KIUHUYECKUX MPOsi8NeHUl U OaHHbIX aHaMHe3a.
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DHO doabHOTO: Tecr2 Tecr Tecr

Ne maTepuana:
LI

Perncrpanms: 101630627901

Kog Tecta Ha3eaHue TecTa EguHuua PedrepeHTHbIe 3Ha4YeHUnA PesynbTar Tecta

CFTRASSDIS [HOuarHoctuka CFTR-accounmmMpoBaHHbIX 3aboneBaHui: Gecnnogue, naHKpeaTuT, MyKOBMCLUMAO3
(38 abeppauui reHa CFTR)

Ab6eppaummn R117H, IVS8-5T, He oBHapyXeHo He 0BHapyXeHo
xapakTepHble gnst CFTR-
accouUMpoBaHHOro
6ecnnoaus

CKpPUHUHT Ha 0BHapyxeHue
peakux abeppauunin B 9K30He
14 rena CFTR:
¢.2051_2052del,
¢.2051_2052dup,
€.2051_2052delinsG

CKPUHUHI Ha oBHapyxeHue He oBHapyXeHo He 0BHapyXeHo
peakux abeppauuii B 3K30HE

23 reHa CFTR: ¢.3808del,

¢.3767dupC, ¢.3773dupT,

¢.3851_3852dup

CKpWHWHI Ha oBHapyxeHue He oBHapyXeHo He 0BHapyXeHo
peakux abeppaunii B 9K30He

3 reHa CFTR: c.243del,

¢.233del, ¢.233dupT

CKpUHUHT Ha oBHapyxeHne He oBHapyXeHo He o6HapyxeHo
peakux abeppauuii B 3k30He

4 reHa CFTR: ¢.410_416del,

c.409_412del, c.424del,

c.429del, c.433del,

c.459_476del, c.488del

CKpWHWHI Ha oBHapyxeHue He oBHapyXeHo He OBHapyXeHo
peakoi abeppauuun B 3K3oHe

24 rena CFTR:

c.3883_3886delATTT

CKpWHWHI Ha oBHapyxeHne He oBHapyXeHo He 0BHapyXeHo
peakown natoreHHon

abeppauum B 3k30He 11 reHa

CFTR: c.1543_1555del

Yacrasa npoTsxkeHHas He oBHapyXeHo He oBHapyXeHo
BONOUMACETRABIRS ot s S
YacTtble natoreHHble He oBHapyxeHo He oBHapyXeHo
abeppauumn 2143delT,

2184insA, 3821delT,
3944delGT, 4015delA,
4022insT reHa CFTR B
aK30Hax 14,22,23,24
T T L
abeppauun 394delTT,
L138ins, 604insA, F508del,
1507del, 1677delTA reHa
CFTR B 2k30Hax 3,4,11



YacTtble ToueYHble He oBHapyXeHo O6GHapyxeHa

abeppauun W1282X, G542X, naTtoreHHas

N1303K, 3849+10kbC>T abeppaumn:

reHa CFTR roMO3UroTHbLIN
BapuaHT W1282X.

CFTR reHetnyeckoe O6HapyxeH

3aKkn4eHue naToreHHbLIW reHoTuN:

roMO3UroTHbIN
BapuaHT W1282X.

KommeHTapuit naGopatopumn

Y nauveHTa 6bIN 0GHapyXeH natoreHHbli reHotun reHa CFTR. Mpu obHapyxeHUU retepoauroTHon abeppauuu
reHa CFTR He npeacTaBnsercs BO3MOXHbLIM TOYHO noATBepAUTL Yy nauuenta CFTR-accouuupoBaHHoe
3aboneBaHue. PacnpocTpaHeHHOCTbL HOCUTENbLCTBa NaToreHHbIX BapuaHToB cocTtaBnsier 1:30. OaHako npu
BbICOKOM YpPOBHe noAo3peHUss Gone3HM BbIABNeHWe reTepo3MroTHOW abGeppauuu nNo3BonseT YBeNUMYUTb
BEPOATHOCTbL HaNU4YUA TaKUX COCTOAHWMW, KakK MYKOBUCLUMAO3, [ABYXCTOPOHHAS BPOXAEHHas anna3us
ceMsABbIHOCAWMX nNyTen, HacnepacTBeHHbIW CFTR-accoummpoBaHHbIM naHkpeatuT, CFTR-accouumnpoBaHHble
AUCCEMUHUPOBaHHble BpoHXxoakTa3bl, CFTR-accouMnpoBaHHbIA CUHYCUT, cMHAPOM ncesao-BapTrepa, Tak Kak
obGA3aTenbHbIM  YCNOBMEM MNOCTAaHOBKM [fAaHHbIX [AWarHosa sABMAETCA HanuMuve XoTA ©Obl  oaHowm
naeHTudmumposaHHon abGeppaumm B reHe CFTR. OpgHako, B TakuMx cny4vasax TpebyeTcs pacluMpeHHoe
reHoTunupoBaHus reHa CFTR gnsa BeifsBneHus BTopon abeppauun reHa CFTR.

NomosurotHana aGeppauma reHa CFTR noareepxpaetr auvarHo3 CFTR-accouumpoBaHHoro 3abGoneBaHus. lNpwu
oGHapyXeHMU AOBYX reTepo3uroTHbix abeppauui reHa CFTR pekomeHayetcs oGcnepoBaHue poauTenen ans
noATBepXAeHWe nokanusauum abGeppauMii Ha pasHbIX Xpomocomax. OOHapyxeHue ABYX reTepO3UroTHbIX
abeppaumMi Ha pasHbIX Xpomocomax (B TpaHc no3uuuum) Takke noareBepxaaer CFTR-accouumpoBaHHoe
COCTOAHMeE.

OnucaHo okono 2000 natoreHHbIX aGeppauuit B reHe CFTR. e CFTR koaupyeT TpaHcMeMOpaHHLIA perynsatop
npoBOoAMMOCTM MyKoBucuuaosza. [laHHbI Oenok npeacraBnseTr cobOW MOHHBLIW KaHan, Y4YacTBYHLWMA B
TpaHcnopTe MOHOB xnopa. B 3aBucuMocTu OT BNUAHMA NaToreHHbIX abeppauui Ha akTUBHOCTbL Genka pasnuyaloT
6 KnaccoB reHeTUYeCcKUX HapylweHuin: knacc | - HapyweHue cuHTe3a 6enka; knacc Il - HapyweHue co3peBaHUA
Genka; knacc lll - HapyweHue perynsiuMmM XnNOpHOro KaHana; knacc IV - HapyweHue NpoBOAMMOCTMU XIJTOPHOro
KaHana; knacc V - CHuXeHue Konu4vecTBa (pyHKUMOHaNbHOro 6enka; knacc VI - CHUXeHWe BpeMeHW HaxoXaeHus
Oenka Ha noBepxHocTM KneTku. AGeppauum I-lll kKnaccoB BbI3bIBAKOT NPAKTUYECKU NONMHOE CHUXeHWe (hyHKUUU
Oenka, Toraa kak npu abeppaumsax IV unmu V knaccoe HabnwoaaetTca octatovHas yHKUMA KaHana. 3aboneBaHus,
cBA3aHHble ¢ reHoM CFTR, umeloT ayTOCOMHO-peLeCCUBHbLIA TUN HacneAoOBaHUA, TO eCTb ANA UX Pa3BUTUA
Tpebyetca Hanuuue nM6o roMo3urotHon, nNUBo0 ABYX reTepo3UroTHbIX MyTauul, HaXOAAWMXCA HaA pasHbIX
XpOMOCOMaX.

B rpynny CFTR-accouMnpoBaHHbIX 3a6oneBaHuin BXOAAT MyKOBUCUUAO3, ABYXCTOPOHHAA BPOXAEHHAA anna3uvs
ceMsABbIHOCAWMX nyTen, HacnepacTBeHHbIW CFTR-accouumpoBaHHbIM naHkpeatuT, CFTR-accouuwmpoBaHHble
AUCCEMUHUPOBaHHble GpoHX03KTa3bl, CFTR-accounnpoBaHHbIA CUHYCUT, cMHAPOM nceBao-BapTtrepa.
MykoBucunaosz npeactaBnsieT coboM  HAcNeACTBEHHYK CUCTEMHYIO 3K3OKPUHONATUIO C  ayTOCOMHO-
peueccUBHbLIM TUMOM HacnefOBaHUA, XapaKTepuU3yHLWAACcA NopaXeHWeM OpPraHoB AbIXaHWA, NoaXenyao4YHoOW
Kenesbl, KALWEYHUKA, NeYeHU WU pPenpoayKTUBHOW CUCTEMbl Y MYXHYUH. Yawe Bcero npu MyKoBucuMAoO3e
BcTpeyvaroTca myTtauuu |-lll knaccoe, KoTopble NOMHOCTLIO HapyllalT (PYHKLUIO WOHHOro KaHana. BeiaeneHue
Sonee «nerkux» abGeppauui npeackasbiBaeT 6onee AobpokayecTBeHHOe TeyeHue 3aboneBaHus. Takke, HanM4ue
HEKOTOpbIX MyTauuin MoxeT npeackasbiBaTe ¢eHotun CFTR-accouMmMpoBaHHbIX AUCCEMUHUPOBAHHBLIX
OpOHX03KTa30B.

[ABYyXCTOPOHHAA BpPOXAEHHasA anna3ua ceMABLIHOCALMX NYTeN ABNAETCA OAHON U3 OCHOBHLIX HacneACcTBeHHbIX
npuvuMH GecnnoaMa y MYXYMH C pacnpocTpaHeHHocTbio 1:1000. [nA AaHHOro COCTOAHUA XapakTepHa
OOCTPYKTUBHaA a300CNepMUs, KOTOpasa M Bbi3biBaeT Gecnnoauve y MyX4uH. Yawe Bcero npu 3aTom [aHHOM
3aboneBaHMn obGHapyxuBaetca 1 «Taxenas» mytauusa knaccoB I-lll (Hanpumep F508del) n 1 «nerkas» myTtauus
knaccoe IV-V unu xe 2 «nerkue» mytauum knaccoe IV-V. HaubGonee vacTbiMu MyTauusiMmu B eBpoOnevMcKkon
nonynauuMn, KOTopble BbI3bIBAOT ABYXCTOPOHHIOK BPOXAEHHYIO anna3vio CeMABbLIHOCALWMX NyTer, ABNAIOTCA
F508del, a Takke IVS8-5T u R117H. BeiaBneHue 1 u 6onee abeppauun B reHe CFTR no3Bonser noaTBepAUThL
AaHHoe 3aboneBaHue.

Y nauuneHTOB € «nerkuMmu» mytaumamm B reHe CFTR moxeT pasBuBaTbCs peumanBUPYOLWUA (MNKU XPOHUYECKUI)
naHkpeatuT. Yacto retepo3urotHble abeppauumn B reHe CFTR cocywecTByloT ¢ MyTauuamu B reHax PRSS1 unu
SPINKA1.



[aHHbIA TecT NO3BONsAET BbIABNATbH Kak CaMbleé pacnpoCTpaHeHHbleé B POCCUMWCKOW nonynauuM abeppauum
(F508del, 1507del, 1677delTA, 2143delT, 2184insA, 394delTT, 3821delT, L138ins, 604insA, 3944delGT, 4015delA,
4022insT, CFTRdel2,3, W1282X, G542X, N1303K, 3849+10kbC>T) ,npoBOoAUTbL CKPUHMHI Ha Gonee pepkue
abeppaumm (c.1543_1555del, c.2051_2052del, ¢.2051_2052dup, ¢.2051_2052delinsG, c.243del, c.233del, ¢.233dupT,
c.410_416del, c.409_412del, c.424del, c.429del, c.433del, c.459_476del, c.488del, c¢.3808del, ¢.3767dupC,
¢.3773dupT, c¢.3851_3852dup, c¢.3883_3886delATTT), a Takke pAeTeKTMpoBaTb cneuuduyHble abeppauuw,
xapakTtepHble ana CFTR-accoumMmMpoBaHHbix abeppauui (R117H, IVS8-5T).



