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Peztome. Cmamovsi nocsiwjenHa CcpasHumenbHoMy auaiusy euoose mymayuu cewa MBTP 6
Pecnybonuxe benapyce.  Ilposedeno pempocnekmusHoe ucciedosauue yacmomsl PA3IUYHBIX U8
mymayuti 'y 202  nayuenmos c¢ mykosucyudozom. Ilokazano, umo odomunupyem mymayus F508del
(62,50%), eomo3zucomwr ecmpeuaromcs 6 35,58% cnyuaes. Buviasnenvt 3nauumenvhvie nonyisiyuoHHble
pasiudus U008 Mymayuti 8 0eiopycckou u poccutickoi nonyiayusx. Jlons Heoughghepenyuposantvix
mymayuti 8 Pecnybnuxe benapycoe cocmaensem (12,7 %).

Knroueevlie cnosa: myxkosucyuoos, mymayus, u0eHmu@purayusi.

Resume. The article is devoted to a comparative analysis of the mutations of the CFTR gene types
in the Republic of Belarus. A retrospective study of the frequency of different types of mutations in 202
patients with cystic fibrosis was carried out. It is shown that the F508del mutation dominates (62.50%),
homozygotes occur in 35.58% of cases. There were significant population differences in the types of
mutations in the Belarusian and Russian populations. The share of undifferentiated mutations in the
Republic of Belarus is (12.7%).

Keywords: cystic fibrosis, mutation, identification.

AKTyanabHOCTh. MykoBuciuao3 (MB) — HacneacTBeHHoe 3a0olieBaHHe, MpU
koTopoM Hapymiaercs padora CFTR OGenka, KOTOpbIi OTBEYaeT 3a TPAHCIOPT HOHOB
XJo0pa B KieTkax. MB BpI3BaH MyTanuen resa, pacrojioKEHHOrO Ha JUIMHHOM Iuiede 7-0u
XpOMOCOMBI (THI HaclieIoBaHUs - ayTOCOMHO-peneccuBHbIi). M3BectHo Oonee 2000
MyTaIi, KOTOpble 00YCIIaBIMBAIOT Pa3IMYHOE TeueHue 3a0osieBanus. B 1enom, Bo BceM
MUpE JIMIIb HEOOJBINOE YHCIO MyTaluil BcTpedatorcs dvame, yem B 0,1% cmydaes.
PacnipocTpaH€HHOCTD pa3MMYHBIX MYTAIMKA 3aBUCUAT OT 3THUYECKOW MPUHAIJIEKHOCTH. 110
nanHeiM BO3, ot 2 1o 5% HaceneHusi BO BCEM MUpPE ABISIOTCA HOocuTensiMu reHa MB. B
HacTosIee Bpemsi pazpadorana kinaccudukanus mytauuii rena CFTR, cornacHo koTopoi
BBIJICTISIFOT 6 OTHEIBHBIX KJIACCOB MyTanuil. MyTanuu MNOPUBOIAT K Pa3IUYHBIM
m3meHenusiM B Oenke CFTR: x mosHOMY €ro OTCyTCTBHIO, YMEHBIIICHUIO KOJUYECTBA,
U3MEHEHUIO CTPYKTYphl U (yHKuu. CaMoil pacnpOCTpaHEHHOM SIBISETCS TsKenas
myTarus - AF508 (morepss aMuHOKUCTOTH (peHmiIamanuHa B mo3uiuu 508), xoTopas
BcTpevaeTcs y 66% -70% mnarueHToB.

B nacrosiiee Bpems, 6arogapsi COBEpIIEHCTBOBAHUIO JUATHOCTUKH U jieueHUs: MB
BO BCEM MHpE HaAOJIIOMAETCS HEYKIOHHOE YBEJIMYCHHUE CPEIHEU MPOJOJDKUTEIHLHOCTU
KU3HM marueHToB. MB TpanchopmupoBaics u3 daTanbHOro 3a00JeBaHUsS JETCTBA B
XpOHUYECKYI0 0071e3Hb B3poCibiX. 50 neT Hazajg OOJBITMHCTBO MAllUEHTOB YMHUpPAIH B
JETCKOM BO3pacTte, a ceivac (1Mo pacyeTHhIM JaHHBIM) manueHt ¢ MB, poauBuiics B
2000 rony B CILIA, nmpoxuBet B cpenHeM S0 Jer.

[Iporpecc B renerrike MB siBisieTcsi akTyaldbHBIM W MPAKTHUYECKHA 3HAYMMBIM Kak
s nepBuuHodM  npodunaktuku - (mopoaoBass JIHK-amarnoctuka MB) wm
muddepeHunanbHO TUATHOCTUKUA CIOXKHBIX GopM MB, Tak u ans pa3BUTHS T€HHOU
Teparnuu 3a00JICBaHUS.

Heab: mpoBeCTH CpPaBHUTEIBHBIM aHalW3 YacTOThl BCTPEYAEMOCTH Pa3IMUHBIX
BUI0B MyTaruii rena MBTP B 6enopycckoii 1 poCCHIICKOM MOy JISIIUSX .
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3agaun:

1. IlpoBectn aHanM3 AWHAMHUKU OSIUJIEMHOJOTHYECKHMX JaHHbIX 1o MB B
Pecnybnuke benapych

2. PeTpoCnieKTUBHBIN aHAIW3 BHJIOB MyTalMil B Oenopycckoi momyssiiuu ¢ 1995
roja

3. CpaBHEHHE pe3yJIbTATOB C JaHHBIMU JUTEPATyphl 0 Poccutickoit denepannmn

4. IIpocniekTUBHOE YT1yOJIEHHOE UCCIIeIOBaHUE BUI0B MyTanuii rena MBTP

Marepuan uW  MeTOABI AHaM3  SNUAEMHUOJIOTUYECKUX  JaHHBIX IO
pactipoctpaneHHoctu MB B benapycu (PbB). PerpocniekTuBHBIM aHaiu3 pe3yabTaToOB
reHetuyeckoro oocnenoanus 208 nanuentoB ¢ MB B unctutyre renetuxku PHIIL «Matp
u qutss» (Ha 30 HamOojee pacnpOoCTpaHEHHBIX MyTauuid) 3a nepuod ¢ 1995 roma B
CpPaBHEHHUM C JaHHBIMU JUTEepaTtyphl o Poccuiickoit @enepanun (PD). IlpocnexkTuBHOE
MOBTOPHOE MCCIIEIOBAHME BHUJOB MyTanuid y 16 B3pocnbiXx manueHToB ¢ MB B
YuuBepcuterckoit knmuauke «Motoly (Yexus, Ilpara) B 2018 romy. CraTHCTHYECKHIA
aHaJIU3 TIPOBOIMIICS CTaHAAPTHBIMHU CTATUCTUYCCKMMU MeToaMu («Biostaty).

Pe3yabTartsl U ux odcy:knenue. B Pb, kak u B Ipyrux crpaHax MHUpa pacTeT YnCIIo
nauueHToB ¢ MB U mpoaomkuTenbHOCTh UX ku3HU. Okono 20 JieT ToMy Ha3aj NepBbIe
namuenTtsl B Pb pgocturnm 18 nerHero Bo3pacta. B Hactosiiee Bpemsi B Pb u3z 202
nanneHToB ¢ MB yxe 52 B3pocibix, yncio KoTopeix ¢ 2004 roga BeIpociio modTH B 3,5
pasa, a MeJiMaHa uXx Bo3pacrta coctaBmia 25,8 et (pucyHok 1).
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Pucynoxk 1 — JluHamuka Koau4ecTBa B3pocibiX naiueHToB ¢ MB B Pb

Jns nuarHoctukn MB BakeH HEOHATaJbHBIM CKPUHUHT, KOTOPBIN ITpoBoAuiics B Pb
ToabKkO B 1995-1996 rr. Ilo ero pesynsTaram 3aboneBaemocth MB cocrtapmsia 1:8150
HOBOPOXJICHHBIX, YTO IPUMEPHO B 6 pa3 BhIIIE, YEM B HACTOSIIEE BpeMs. DTO SBISETCA
CBUJIETEIBCTBOM TUIIOAMArHOCTUKHA 3a00JeBaHus, B pe3yJibTare 4Yero MNalueHThl C
JeTKUMH (pOpMaMH CKPBIBAIOTCS MOJI «MACKOW» IPYTUX 3a00JI€BaHUM.

Haubonee pacnpoctpanenHoi myrtamnueil B Pb, kak u B apyrux cTpaHax Mupa,
ssisiercst F508del, koTopast Bctpeuaercs B 62,50% ciydaes, cpeid KOTOPBIX TOMO3UTOTHI
— B 35,58%. Yacto unentudummpytorcs B Pb taxwke CFTRdele2,3(21kb) — 7,21%
ciaydaeB, 2184insA — 4,81% u N1303K-2,64% cnyuaeB. He uaeHTHPUITUPOBAHHBIMU
octanuch 12,74% wmyTauuii, 4TO HUXKE, YEM IO JAHHBIM POCCHUMCKUX HCCIIEeIOBaTeNeH
(21,2%; %°=12,180 p=0,000). IIpu pacnpenencHur MyTaIyil Mo KiaccaM OKa3alloCh, YTO
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«rspxenbiey (I — 11 kmaccoB) MyTaruu nmpeo01anaT, a «MATKHE» MYTAIMH BCTPEYAOTCS
Tobko B 4,56% cmydaeB. Myrtauus G551D (VI knacc), nns nedeHUs: KOTOPOH yike
pazpabotran mnpenapar Kalydeco, k cokaneHuto, He BcTpeyaidach B O€IOpPYCCKOM
nonynaanuu (tabnuma 1).

Tabauya 1 — Yacrora paznunuasix mytanuii resa MBTP B Pb u PO

Poccuiickas nonmynsanus benopycckas nomnynsauus
MyTanus qacTtoTa Myranus qacrora
F508del 5599, F508del 62,50%
CFTRdele2,3 6.9% CFTRdele2,3 7,21%
W1282X 1.8% NI1303K 2,64%
3849+10kbC>T 1.8% G542X 2,40%
2184insA 1.7% 3849+10kbe-T 1,44%
NI1303K G542X 1.5% W1282R 0,96%
91677delTA 1.4% R668C 0,72%
R334W 0.8% R334W; 2789+5G>A; 2043delG; K710X; | 0,48%
L138ins; 3821delT; 394del TT R347P; E92K; 1206W; R792X; 1717-
0.5% G>A; 3272-16>A; 541del; 712-1G>T; | 0,24%
70 R553X; W1310X; S549N
S1196X 0.4% HE UJIEHTU(UIPOBAHHbBIE 12,74%
3944delTG 0.3%
604insA; 621+1G>T; 2789+5G>A; o
2183AA>G 0,2%
R347P; R668C; W1282R; R1162X;
1898-1G>A; 3667insTCAA: D572N;|  0.06%
K598ins; 3120+1G>A; G480C ’
He UJICHTU()UIIUPOBAHHEIE 21.2%

CpaBHuTebHBIN aHamu3 mokasan, 4yto F508del B P® Takke moMHHHpYET, HO
Habmonaercsa pexe, ueM B Pb (55,9% cayuqaes; y>=6,277 p=0,012). JloBOJEHO GOJNIBIIOE
KOJIMYECTBO MYTAIM BCTPEYAETCS] TOJBKO B OJHOW W3 TMOMyJSHuH. BeisiBieHb 12
MyTauuii, Berpevaromuxcs B Pb B 3,36% ciyuyaeB, HO HE TMarHOCTUPOBAaHHBIX B Poccun,
U, HanipoTuB, B Pb He nHabmogatorcs 18 myranmii (2143delT; W1282X; 3849+10kbC>T;
91677delTA; L138ins; 3821delT; 394delTT; S1196X; 3944delTG; 604insA; 621+1G>T;
R1162X; 1898-1G>A; 3667insTCAA; D572N; Kb598ins; 3120+1G>A; G480C),
KoTopsie BcTpevatrores B PO B 10,22 % ciryuaes.

[ToBTOpHOE TEHETHYECKOE WUCCienoBaHne 16 00pa3noB KpOBH OCIOPYCCKUX
ManyueHToB B Uexun C 1enbio WACHTU(GUKAIMY paHee HE JHUArHOCTUPOBAHHBIX MYyTaIlui
no3BoamiIo uaeHTuduuuposats 3 mytammu (2143delT, L1335P, 3849+10kb), kotopsie
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paHee HE BBIBISUTHCH B OEIOPYCCKOW MOMYJSIHH, TpudeM | W3 HUX HE BCTpedaach
Takke U B poccuiickoi momysun (L1335P).

BbIBOADBI:

1. B Hacrosiee BpeMsa B PecniyOnuke benapych HaOmrogaeTcst pocT oOliiero yucia
nanueHToB ¢ MB, cpenn KOTOPBIX YBEJIMUUBAETCS J10JIs1 B3POCIIBIX, YUCIO KOTOPhIX ¢ 2004
roja BbBIPOCJIO TOYTH B 3,5 pasza, a MmeauaHna Bo3pacta — Ha 29% u coctaBuiia 25,8 JIeT, 4To
CBUJICTEIBCTBYET 00 YIyUlICHUU AUATHOCTUKH U JeueHuss MB.

2. Yacrora BwiaBieHuss MB B 6 pa3 Huke, yeM B [EpPHOJ MPOBEICHHUS
HeoHaTaJlbHOro CcKpuHUHTa (1995-996 rr), 4TO CBUIETENBCTBYET O TOM, YTO 4YacTh
MAIMEHTOB C JICTKUMHU ()OPMaMH OCTAIOTCS HETMarHOCTHPOBAHHBIMHU.

3. B Oenopycckoit momynsiuuu JOMHHHUPYIOT «TspKelble» MyTauuu reHa MBTP
(95,5%) ¢ mpeobnamanuem F508del (62,50%), romo3urotsl BcTpewaroTcss B 35,58%
CIIy4aes.

4. CpaBHUTENBHBIN aHAIN3 BBISIBUJI  3HAUYMUTEIBHBIC TMOMYJSIUOHHBIC Pa3INuMs
BUJIOB MYTallluii B OEIOPYCCKOU U poccuiickoi nomynsanusax. OaHako, aHallu3 3aTpyAHIET
BBICOKas 10Jid HenudPpepeHIMPOBaHHBIX MYyTalldid, KOTOpas CTaTUCTUYECKH 3HAYMMO
Hwke B PecniyOnuke benapycs, yem B Poccuiickoit @enepanuu (12,7 u 21,2%; p=0,000).

5. Jlns ynydiieHus: JMarHOCTUKK M TIOBBIIICHUS PE3yJIbTATOB JICUSHUS MAlMEHTOB C
MB 1nenecoobpa3Ho MPOBOJIUTh HEOHATAIbHBI CKPUHUHT W OCYIIECTBISTh aHAJIU3 Ha
OoJiee MUPOKUN CIIEKTP MyTaIluil.

D.l. Borodin, A.M. Tchaikovskaya*
THE TYPES OF THE CFTR GENERATOR MUTATIONS IN THE BELARUSIAN
POPULATION
Tutor: assosiative professor Tchaplinskaya E.V.
Department of biology,
Belarusian State Medical University, Minsk
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