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HEKOTOPDBIE KIINMHUKO-TEHETUYECKUE
XAPAKTEPUCTUKHNU TAIODVMEHTOB C MYKOBUCIINTTO30M
B PECITYB/IMMKE BE/TIAPYCb

YO «Benopyccxuii 2ocyoapcmeerHbili MEOUUUHCKUL YHUBEPCUMEm»

B uccnedosanuu npusedervt KIUHUKO-2eHemuueckue 0aHHbvle HAYUEHMO08 ¢ YCMAHOBIEHHbIM 0UAZHO30M
MYKO08UCUUO03. Llenvto 0anH020 uccne008aHUst ObL10 U3yueHue 0cOOeHHOCHET NAYUEHMO08 8 3A8UCUMOCIU
om peeuona npoxcusanus 8 Pecnybnuxe benapyco.

IIposeden pempocnexmueHviii aHANU3 AHAMHeCMUYecKUX 0aHHbLx 151 nayuenma, Ucnonv306anucs pe-
3YIbmamul 2eHemuuecko20 00cne008aHuUs, darHvie 803pAcma yCmaHo8IeHUs OUuazHo3a.

ITo pesynvmamam uccnedosanus onpedenera pacnpocmparnentocmos MB cpedu nacenenus é Pecnybnuke
Benapycwv (0,09 cnyuaes na 1000 nacenenus), nepsuunas sabonesaemocmy (0,004 Hosvix cnyuaes Ha 1000 Ha-
ceneHust), cpedHuil 603pacm nayuenmos (9,9 + 3,8 nem), cpedHuil 603pacm ycmarosenerus ouaerosa (1,8 nem),
meduana ycmanosnenus ouazrosa (0,3 eooa), 0ons snauumvix mymavuti (F508del - 54,1 %, CFTRdele2,3 -
11,1 %, 2184insA - 6,1 %, N1303K - 2,7 %, G542X - 1,7 %, W1282R - 1,0 %). Bce noxasamenu onpedeneHui 0ns
7 peeuonos Pecnybnuku Benapycv, npoananusuposarvi 0c06eHHOCMU pacnpocmpanenHoOCmuy 3a0601e8aHus
U BbIAGTIEHUS AJIIENIbHBIX 6APUAHINOE MYMAYULL 8 3A6UCUMOCIIU O MeCHA NPOIUBAHUT NAYUEHMA.

Kntouesvie cnosa: myxosucyuoos, CFTR, mymayuu.
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SOME CLINICAL AND GENETIC CHARACTERISTICS
OF PEDIATRIC PATIENTS WITH CYSTIC FIDOSIS
IN THE REPUBLIC OF BELARUS

The study presents clinical and genetic data of pediatric patients with cystic fibrosis. The purpose of this
study was to study the characteristics of patients depending on the region of residence in the Republic of Belarus.

A retrospective analysis of data from 151 patients carried out using statistical data, the results of genetic
testing, and data on the age of diagnosis.

Based on the results of the study, the prevalence of CF among the child population (0.09 cases per 1000
children), primary incidence (0.004 new cases per 1000 children), the average age of patients (9.9 * 3.8 years),
the average age of diagnosis was determined (1.8 years), median diagnosis (0.3 years), proportion of significant
mutations (F508del — 54.1 %, CFTRdele2.3 - 11.1 %, 2184insA - 6.1 %, N1303K - 2.7 % , G542X - 1.7 %,
WI282R - 1.0 %).

All indicators determined for 7 regions of the Republic of Belarus, the features of the prevalence of the
disease and the identification of allelic variants of mutations analyzed depending on the patient’s place
of residence.

Key words: cystic fibrosis, CFTR, mutations.

YKOBWCLIMAO3 (KUCTO3HbIN GUOPO3) 31O

OAHO U3 Hanbonee pacnpoCTPaHEHHbIX
reHeTMYecknx 3aboreBaHWi C ayTOCOMHO pe-
LLECCUBHbIM TUMOM HACAEAOBAHUSA, XapakKTepu-
3ylOLLEECH CUCTEMHBIM HapyLLEHNEM GYHKLMK
BCEX 3K30KPWHHBIX XEAe3 BCAEACTBME MyTaLMK
B reHe CFTR (TpaHcMeMbpaHHbIA PETYAATOP MYy-
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KoBUcUMAO3a) [2]. Bo BceM MUpe HacuuTbiBaET-
cs 6onee 105 000 uenoBeEK, UMEIOLLIMX AMArHo3
«MYKOBUCLMAO3» U NpnbAn3nTenbHo 1000 HOBbIX
CAYyYaeB PErmcTpupyeTcs exeroaHo [5]. Kauectso
N NPOAOAXKUTEABHOCTb XU3HWU MAUMEHTOB C MY-
KoBMCLMAO030M (MB) 3aBUCUT B MEPBYIO OUYEPEAD
OT CTEMEHW TAXECTU MOPaKEHUSA AbIXaTEAbHOM
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W NULLEBAPUTEABHOW CUCTEM U YCNEXOB MPOBO-
AVMMOUM Tepanuu [1].

OUEHKa OCHOBHbIX KAMHUKO-TEHETUYECKUX
rnokasaTeAei MaLUMeHTOB U X CBA3W C OKa3aHUeM
NMOMOLLIK MOXET crnocobcTBOBaTh paspaboTke
aKTyaAbHbIX MOAXOAOB K AEUEHWIO U HOBbIX Me-
AMUMHCKKX cTpaTternin. Bo MHormMx ctpaHax ans
3TOM UeAn BbIAM CO3AaHbI HaLMOHAAbHbIE PEru-
CTPbl, KOTOPblE CNOCOOCTBYIOT cOHOPY AOCTOBEP-
HbIX AQHHbIX O MaUMEeHTax U UX MOCAEAYHOLLEMY
aHaAM3y ANl OLIEHKM KauyecTBa U 3DDEKTUBHO-
CTW MeAULIMHCKOW nomMoluu [4, 5]. B Pecnybanke
Benapycb TakXe OCYLIECTBASETCA €XEroAHbIN
MOHWUTOPUHT AGHHbIX O NauMeHTax AETCKOro BO3-
pacTta ¢ MyKOBMCLMAO30M M Nopava 3Ton MHOOP-
Mauuun B EBponeiickuii peructp. HeobxoaMmocTb
BEAEHUS pPeruMcTpa naumMeHToB C MyKOBWUCLIMAO-
30M Ha 06lleHaUMOHAABHOM YPOBHE OUYEBUAHA:
3TO HAKOMAEHWE AAHHbIX, MOHUTOPUHI BaXXHEW-
LIEeN KAMHUYECKOW MHOPMAaLMK, BO3MOXHOCTb
aHaAM3a KAUHUYECKMX, GYHKLMOHAABHBIX, MUKPO-
6MONOTMUYECKMX U AMUAEMUONOTUUYECKMX MOKa3a-
Tenen [3].

LleAnbto A@HHOMO MCCAeAOBaHMA ObIAO U3Y-
YeHMe aHaMHECTUYECKUX U TeHETUUYECKUX 0CO-
6eHHOCTEN NaLMEHTOB AETCKOro Bo3pacrta, UMme-
IOLLUMX AMArHO3 MyKOBWMCLIMAO3 B 3aBMCMMOCTHU
OT PervoHa NpoxmnBaHnsa B Pecnybanke beaapych.

MaTepuan U meToAbI

MpoBepaeH CpaBHUTEAbHbIM aHAAM3 AA@HHbIX
AeTen B Bo3pacTe oT O A0 18 AeT, KOTopble Ha-
6AIOAAGAUCH B YUPEXAEHMAX 3APABOOXPAHEHMS
Pecnybanku Benapycb B 2021 roay ¢ NoaTBep-
XAEHHbIM AMArHO30M MYKOBWUCLMAO3I (yCTaHOB-
AEHHbIM Ha OCHOBaHWU KAMHWYECKOW KapPTUHbI
W AA@HHbIX MOAOXMTEABHOW NOTOBOM NPOObLI U/WUAK
reHeTM4YecKkoro uccaepoBaHus). Mpu aHanuse
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dHaMHECTNYECKNX AaHHbIX OUEHUBaAAMN BO3pPacCT
YCTaHOBAEHUA AMaArHoO3a U AaHHble TEHETUYECKO-
ro UCCAepOBaHUA.

Pe3yabTaThl U 06Cy)XXAEHUE

B yupexaeHusix 3apaBooxpaHeHusa Pecnyb-
AMKKU Benapycb B 2021 nop HabAloAeHWEM HaXxo-
amncs 151 pebeHok B Bo3pacTte oT O oo 18 aet
C YCTAHOBAEHHbIM AMArHO30M «MYyKOBMCLIMAO3»,
n3 HKX 9 (5,9 %) B BO3pacTe Ao 1 ropa, 25 (16,6 %)
B Bo3pacTte oT 1 a0 4 aeT, 49 (32,5 %) B BO3pa-
cte 5-9 aert, 36 (23,8 %) B Bo3pacTte 10-13 aerT,
10 (6,6 %) B Bo3pacte 14 neT n 22 (14,6 %)
B Bo3pacTe 15-17 AeT. PacnpeaeneHne naumeH-
TOB MO PernoHam npepcTaBAeHo B Taba. 1.

PacnpoctpaHeHHocTb MB B o6AacTsix co-
ctaBaset ot 0,06 po 0,14 cayuaes Ha 1000 aet-
cKoro HaceneHusi (0-18 aeT), a nepBUYHasA
3aboneBaemocTtb coctaBasieT ot O po 0,007 Ho-
Bblx cAyyaeB Ha 1000 AeTcKoro HaceAeHusi
(Taba. 2).

CpeaHUn BO3pacT AETEN, COCTOSILLIMX NOA Ha-
OAOAEHMEM B YUPEXAEHUAX 3APABOOXpaHeHNs Pb
coctaBuA 9,9 + 3,8 AeT, MeapMaHa Bo3pacta —
9,8 ner.

CpeaHUt BO3pacT YyCTaHOBAEHWUSI AMArHo3a
«MyKoBMCUMAO3» B PB coctaBua 1,8 AeT. Meana-
Ha yCTaHOBAEHWSI AMAarHo3a coctaBuaa 3,6 me-
cqaua (0,3 ropa).

lNMokasaTteAn cpepHero Bo3pacta U MeAUaHbl
YCTaHOBAEHUSA AMarHo3a no pernoHam npeacTaBs-
A€HbI B TabA. 3.

CpeaHU nokasaTeAb MeAWaHbl YyCTaHOBAE-
HUA AMarHo3a cocTtaBASieT 3,4 Mecsiua CO Cpea-
HEeKBaAPaTUYHbIM OTKAOHEHWEM 1,99.

OxBat reHeTUYECKNM UCCAEAOBAHUEM AETEN
C MyKoBMCLMAO30M B Pecnybanke beaapych co-
ctaBasieT 100 %. UccaepoBaHME BbIMOAHAETCSA

Tabauua 1. PacnpepeneHne NaLMEHTOB AETCKOro Bo3pacTa C AMarHo3oM MyKOBUCLMAOS
no pernoHam Pecnybauku Benapycb B 3aBMCMMOCTH OT Bo3pacTa, abc

BospacT npoxuBaHus
Pervion A0 1 ropa 1-4 net 5-9 net 10-13 net 14 net 15-17 net BCEro
BpecTckas 06A. 3 4 7 3 1 1 19
Butebckas 06A. - 5 9 8 1 5 28
fomenbcKas 00A. 2 1 6 9 2 4 24
lpoAHEHCKasi 0OA. - 3 4 2 2 1 12
MuHcKas 06A. 4 8 7 1 1 7 28
MorunaeBckas 06A. - 1 5 4 - 1 11
MuHCK - 3 11 9 3 3 29
Pb 9 25 49 36 10 22 151
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TabAuLa 2. PacnpocTpaHEHHOCTb U NepBUYHan 3a60neBaeMoCTb MYKOBUCLUAO3OM

cpeAM AeTCKoro HaceneHus Pecny6aukun Benapych

Yuecno BMNepBbl€ BbIABAEHHbIX CAy4Ya€EB F’aCI‘IpOCTpaHeHHOCTbY CAy4YaeB nepBM'—IHaH 3660/\eBaeMOCTb, CAy4YaeB
3aboneBaHuna B 2021 roay, abe Ha 1000 aeTckoro HaceAeHus Ha 1000 peTcKoro HaceneHus

Bpectckas 00A. 2 0,07 0,007
Butebekasi 06A. 0 0,14 -

fomenbckas 06A. 1 0,09 0,004
lpoaHEHCKasA 0OA. 0 0,06 -

MuHckas 06A. 2 0,10 0,007
MoruneBckas 06A. 0 0,06 -

MuHCK 2 0,08 0,005
Pb 7 0,09 0,004

TabAuLa 3. CpeaHWit BO3pacT M MeAMaHa BO3pacTa yCTAHOBAEHUA AMarHo3a
B 3aBMCUMOCTHM OT peruoHa npoxxusaHus B Pecnybauke Benaapycb

CpeAHUit BO3pacT ycTaHOBAEHMWS MeamnaHa ycTaHOBAEHMUS
AMarHosa, roabl AnarHosa, mec
Bpectckas 06A. 1,1 4,0
Butebckas 06A. 2,8 4,5
fomenbckas 00A. 2,4 6,0
[poaHEeHcKasa 06A. 0,8 1,1
MuHCKas 00A. 1,2 5,0
Morunésckasn 0bA. 1,2 2,5
ropop MuHckK 2,1 0,8
PB 1,7 3,4

B 'Y PHIL, «<MaTb 1 AuTA» N0 pesyAstatamMm Heo-
HaTaAbHOIO CKPWHMWHra (NPeBbIWALWLMI HOPMY
NPT B ABYX MCCAEAOBaHUAX) UAM HamnpaBAe-
HWIO Bpaya-cneunanmcTa, BblaBUBLLENO NauUMeEH-
Ta C NpeanoAaraeMblM AMAarHO30M MYKOBUCLN-
AO3a.

Obuwias vyacTota MAEHTUPUMUMPOBAHHBIX aAAe-
AeN y nauneHToB B Pecnybarke beaapycb cocTa-
BUAa 79 %.

CpeaM reHeTMYeCKMX BapuaHToB CaMblii pac-
npocTpaHeHHbin - F508del, ero annenbHas ua-
ctota coctaBafeT 54,1 %, panee B Nopsiake
ybbiBaHuA: CFTRdele2,3 - 11,1 %, 2184insA -
6,1 %, N1303K - 2,7 %, G542X - 1,7 %, W1282R -
1,0 %.

Cpeau NaumMeHToB AeTCKoro Bo3pacta B Pec-
nybamke benapycb KomnayaHas romosurota no
mMyTaummn F508del BcTpeuaetcs B 29,8 % cayua-
€B, KomnayaHasa reteposurota B 49,01 % cay-
yaes.

o perrnoHam annenbHasi YacToTa BCTpeyae-
MOCTU Pas3AUYHbIX TEHETUYECKMX BapuaHToB MB
npeacTaBAeHa B TabA. 4.

3HaunTenbHOe npeobrasaHne aAAeAbHOM Ya-
cToThbl MyTaumn F508del BbISBAEHO B [POAHEHCKON,
MoruaeBckoi 1 Tomenbckol obaactu (63 %, 68 %,
70 % COOTBETCTBEHHO), Npu 3TOM B 71 % CAyva-
eB no fomenbckon obaactu, U B 62 % no Moru-
AEBCKOWM 06AaCTU MyTaLUsi HAXOAWUTCA B FOMO3K-
FOTHOM COCTOSIHUM.

Tabanua 4. AAneAbHaA yacToTa BCTPEUAEMOCTH Pa3sAMUHbIX FEHETUUECKUX BapUaHTOB MYKOBUCLUAO3A
B 3aBMCUMMOCTU OT peruoHa npoxxuaHus B Pecnybnauke benapycb, abe (%)

F508del | CFTRele2,3 | 2184insA | N1303K G542X W1282R He'\:;:i‘j\;a “;’;Tg‘rmew
Bpectckas 06A. 20(53) - 4(11) 2(5) - - 12(31) -
Butebckas 06A. 27(48) 3(6) 3(6) - 3(6) - 19(32) 1(2)
lomenbcKas o6A. 33(70) 2(4) 2(4) 1(2) 1(2) - 9(18) -
lpoAHEHCKas 00A. 15(63) 6(25) - - - - 2(8) 1(4)
MwuHcKas 0bA. 27(48) 12(21) 1(2) 1(2) - 1(2) 14(25) -
MoruaeBckas 06A. 15(68) 3(14) - - 1(4) - 3(14) -
MMHCK (ropoa) 28(48) 8(14) 6(11) 3(5) - 2(3) 8(14) 3(5)
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3akAloueHue

PacnpocTpaHeHHOCTb MyKOBMCLMAO3a Cpe-
AW AETCKOTo HaceneHusa B Pecnybarke benapycb
HepaBHOMepPHa. HanboAblee KOAMYECTBO CAY-
yaeB Ha 1000 AeTCKOro HaceneHust 3aPerucTpu-
poBaHo B Butebckon obaactu, npu aToM B peru-
OHE OTMEeYaeTcs CaMbli BbICOKUI CPEAHWI BO3-
pacT YCTaHOBAEHMS AuarHosa. [lpu aHaamse
reHeTUYEeCKOro NPodUAa pernoHa obHapyXeHo,
yTO Camas pacnpocTpaHeHHasa myTauusa F508del,
KOTOpasi OTHOCUTCSI K «TSIXKEAbIM» U 0BYCAABAK-
BaeT AOCTOBEPHO yallle TAXeAoe TeueHue 3abo-
AEBaHus, BbiiBAeHa B 48 % cayyaeB, a 32 % co-
CTaBASIFOT HEOMPEAEAEHHbIE MyTaLuMK (BEPOSATHO,
peakne). UCxoast N3 aTUX AaHHbIX MOXHO CAEAaTb
BbIBOA O BbICOKOW HACTOPOXEHHOCTU Bpayen pe-
rMOHa B OTHOLUEHWM MYKOBUCLIMAO34A, YTO NO3BO-
ASIET AUArHOCTMPOBATb MALUMEHTOB C OTHOCUTEAD-
HO HEeTAXeAbIM TeueHreM B bonee No3AHEM BO3-
pacte (Npu OTCYTCTBUM TUMUYHON KAMHUUECKOM
KapTWUHbI B MAGAEHYECKOM nepuoae). ObpaTtHyo
3aBMCMMOCTb MOXHO MPOCAEAUTb B [POAHEHCKOW
n MoruaeBcKkoM 0OAaCTsIX, A€ MPWU HU3KOW pac-
NPOCTPaHEeHHOCTH 3abOAEBaHUSA, HU3KMX NOKa3a-
TEAAX CPEeAHEro Bo3pacTta BbiABAEHUS] 3aboneBa-
HUSA, oTMevaeTcst boabLIas Aoaa MyTaumm F508del
B reHeTMYeckoM npoduae pernoHoB. 3T1o Tpeby-
€T AaAbHENLLEN TLLATEAbHOM paboTbl C Bpayamm
BCEX cneunanbHoCTeN «MPOBAEMHbIX» PErMOHOB
AAR YAYYLLEHWUST paHHEN AMarHOCTUKK MB.

Hanayulimini nokasatenb paHHen AMarHocTu-
K1 nmeert . MUHCK (MearMaHa yCTaHOBAEHUSA AU-
arHosa 0,8 mec.), UTo MoXeT bbITb 06YCAOBAEHO
6oAbLUE OCBEAOMAEHHOCTbIO Bpadvel B obha-
CTU 3HaHWM MYKOBMCLMAO3a. ITOT MOKa3aTeAb
B NEpPCneKTUBE AOAXKEH YAYULLMTbCA MO BCEW pe-
cnybarke, baaropaps BHEAPEHWUIO HEOHATAABHO-
ro CKpuHUHra ¢ 2018-2019 roaa, NoAaBASAHIOLLEE
6OAbLUMHCTBO NaLMEHTOB AOAXHbI ObITb BbISBAE-
Hbl PaHO, A0 MaHUdeCTaLMN KAMHUYECKON Kap-
TWHbI 3a60AeBaHMSA.

Cpear 0COBEHHOCTEN rEHETUUECKOTO UCCAE-
AOBaHWs NaumeHToB B Pecnybavke beaapycb MOx-
HO BbIAEAWTb OTHOCUTEAbHO BbICOKYIO YacToTy
06OLLIMPHON AeAelnn, 3axBaTbiBatOLLEN 2-I U 3-1
9k30H (CFTRdele2,3), T. H. cAaBSIHCKOW MyTaumu
(11,1 %), uto NPUAEET CXOACTBO FEHETUYECKUM
npoduasm Pecnybankn Beaapycb 1 Poccuinckon
depepaumun. B permoHax ata Mytauus BbiBAE-
Ha Be3pe, Kpome Bbpectckor obaacti. OpHAKO
AOAS! BbISIBAEHUST aAAEAbHOTO BapuaHTta 2184insA
(TunnMuHaa myTaumsa ana Poccuiickon deaepa-

Original scientific publications Yy

unn) B Bpectckon obaacTtu coctaBadeT 11 % uto
60AbLLIE, YEM B APYTUX PEFMOHAX CTPaHbI (Kpome
MuHcKa). Takum ob6pas3om nNo BCEM pPermoHam
Pecnybanku Benapycb pacnpocTpaHeHbl MyTa-
LUK, NPUAAIOLLIME CXOACTBO MaLMEHTAM Hallewn
CTpaHbl ¢ NaumeHtTammn Poccuinckom Gepepaumu.

Hanbonbllee pa3Hoobpasme reHETUUECKMX Ba-
PUAHTOB YCTAHOBAEHO B ropoae MMHCKe, YTO BO3-
MOXHO 06YCAOBAEHO BOABLLMM KOAMUYECTBOM MaLW-
€HTOB, MPoLIECCaMKN MUrPaLIMK HACEAEHUS, @ TaKXe
BO3MOXXHOCTAMMU MAEHTUOUKALIMK PEAKMX MYTaLMNA.

M3yueHne perroHanbHbIx 0COBEHHOCTEN Nauu-
€HTOB UrpaeT BOAbLLIYHO POAb B OLIEHKE COCTOSAAHUS
MEAWLMHCKON NMOMOLLM AETAM C MyKOBUCLIMAO30M,
NMO3BOASIET BbISIBUTb NPOBAEMHbIE BOMPOCHI M NO-
BbICUTb KAUECTBO OKa3aHWs MEANLMHCKOM NOMO-
LM, @ 3HAUUT U YPOBEHb XU3HU NaLUEHTOB.
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