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MpepncTaBneH ycoBepLUeHCTBOBAHHbIV anropyTM CKPUYHUHIA HOBOPOXAEHHBIX Ha MyKoBMcL1ao3 (MB) c BKknioueHnem, Hapsaay ¢ Tpa-
ANLMOHHOW cxemol obcnefoBaHua, obsasatenbHoro stana IHK-TecTMpoBaHnA y HOBOPOXAEHHbIX C BbICOKAM PUCKOM. BHeipEHHbIN
nopaxop obecneumnn 3epHeKTUBHYIO PaHHIOK U TOUHYIO ANArHOCTUKY 3aboneBaHNA y HOBOPOXAEHHbIX. BcTpeuaemoctb MB B Tomckoi
obnactu coctaBuna 1 cnyyan Ha 5882 HOBOPOXKAEHHbBIX. YCTaHOBIEHbI OTHOCUTESIbHbIE YaCTOTbl OTAEMbHbIX MyTaumi reHa CFTR.
KnioueBbie cnoBa: mykosuncuunaos, IHK-tectuposaHmne, mytaumm reHa CFTR, HeoHaTaslbHble CKPUHUHT

Onsa untupoBanusa: OgmHokosa O.H., HazapeHko J1.M1., Centosa IH. O6s3aTtenbHbin 3Tan JHK-TecTMpoBaHus ansa ycoBepLUeHCTBOBAaHNA HEOHaTaslb-
HOFO CKPVHVHIa U paHHero BbifBNeHVsA MyKoBrcUmao3a. MeduyuHckas eeHemuka 2020; 19(7): 60-61.

DOI: 10.25557/2073-7998.2020.07.60-61

ABTop Ana KoppecnoHgeHuumn: OduHokosa Oneea HukonaesHa; e-mail: olga.odinokova@medgenetics.ru
(DuHaHcpoBaHme. PaboTa BbiMoSIHEHa B paMKaXx rocyfapCcTBEHHOMO 3ajaHna MuHobpHaykm Poccun.
KoH$nuKT nHTepecoB. ABTOPbI 3aABNAIOT 06 OTCYTCTBMUN KOHAMKTA NHTEPECOB.

Moctynuna: 20.05.2020

Oblygatory DNA-testing stage for improvement of neonatal

screening and early diagnostics of cystic fibrosis
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We present improvement algorithm of newborn screening for cystic fibrosis (CF), in which oblygatory DNA-testing stage among
CF-high risk newborns was incorporated alongside with traditional screening design. Such approach make it possible for early and
accurate diagnostics of CF among newborns. CF frequency in Tomsk region was 1 in 5882 newborns. Allelic frequencies of the CFTR

gene mutation were estimated.
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HacTosilllee BpeMsl MPOTOKOJ CKPUHUHTA HOBO-
poxneHHbix HAa MB B Poccuu BkiTtouaet tpu o06s1-
3aTeJIbHbIX 3Tamna: nepBuuHblii MPT-Tect B 00-

pasliax BeICYIIIEHHOI KPOBU HOBOPOXKIEHHBIX TIEPBOI He-

Jiesi Xu3HU, moBTopHbI PT 1 moToBbiii Tect [1]. DTan

JAHK-nuarHoctuky B ouliMaIbHOM MPOTOKOJIE HE ObLI

MPeayCMOTPEH B 00513aTEJIbHOM MOPSIAKE.

Hauwnnas B 2006 r. HeOHaTaIbHbBIA CKPUHUHT Ha MB

B ToMcKkoli 061acTy U UMesl YK€ JOCTaTOUHO OOJIbIION

ONBIT 00CcIeI0BaHUs OOJbHBIX PETMOHA C TAHHOM MaToJ0-

THeil, C cCaMOro Havaja peaau3alyy MPorpaMMbl MbI CTaBU-
JIA 334y BKJIIOUEHUS, HAPSIAY C MPUHATON CXeMOU CKpH-
HuHra, atana JIHK-tectupoBaHusi y HOBOPOXKIEHHbBIX
C BBICOKMM PUCKOM IJIs obecrieueHus: 6ombiueid apdek-
TUBHOCTHU, PAHHEW U TOYHOU AMArHOCTUKU 3a0071€BaHUS.
Lenb nccenoBanust — pazpadboTaTh YCOBEPIIEHCTBO-
BAHHBIN AJITOPUTM CKPUHUHIA HOBOPOXIEHHBIX Ha MY-
KoBucHMa03 (MB) ¢ BKItoueHreM, Hapsiay ¢ TPaaULIMOH-
HOW cxemoli o0cienoBaHus, o0si3aTesbHoro atana JHK-
TECTUPOBAHUS Y HOBOPOXIEHHBIX C BBICOKUM PUCKOM.
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ITpu BessBIeHMY BicoKuX 3HaUeHuit UPT (>70 Hr/mi),
MOATBEPKAAaeMBbIX B pe-TecTe (>40 HI/MJ1), CEMbsl HOBOPOX-
JIEHHOT'O BBICOKOT'O pMCKa ITpUIJIalianach B ['eHeTu4ecKyro
KJIMHUKY WHCTUTYTa, TJe Y pebeHKa MCCIeaoBacs ypo-
BEHb XJIOPUIOB IT0Ta, a TAK:Ke OMHOBPEMEHHO TTPOBOIMII-
cs1 obs13aTeNibHBIN 3a00p KpoBu mis JIHK-uccnenoBanumii.
ModnexkynsapHasi IMarHOCTHMKa BKIIIOUYaja MCCICIOBaHUE
rpynmbl yacteix MyTauuii reHa CFTR: F508del, 1507del,
1677delTA, CFTRdele2,3 (del21kb), R334W, R347P,
R347H, G551D, R553X, G542X, 2143delT, 2184insA,
2184delA, 394delTT, 306delITAGA, N1303K, WI1282X,
2176insC, 3821delT, E60X, P67L, G85E, E92K, 444delA,
R117C, R117H, Y122X, L138ins, 621+1G>T, 711+1G>T,
L206W, 1078delT, A445E, R560T, 1811+1.6kbA>T,
1898+1G>A, 2347delG, W846X, 2789+5G>A, Q890X,
3120+1G>A, 3272-26A>G, RI1066C, Y1092X(C>A),
MI1101K, DI1152H, V520F, 1717-1G>A, S549R(T>G),
S549N, RI1158X, R1162X, 3659delC, 3849+10kbC>T,
S1251N, 3905insT, 3944delGT u aop. myTanuii, a TaKxke
aHaJM3 BapUaHTOB aJljieJiell MOJTUTUMUIMHOBOTO TPaKTa B
8-om uHTpoHe reHa CFTR (IVS8-Tn: IVS8-5T, 1VSS-7T,
1VS8-9T). I1pu HEOOXOAUMOCTHU OCYILIECTBIISIM CEKBEHU-
poBaHME KOOMPYIOIINX YJACTKOB M (DIAHKMPYIOIMINX MX
WHTPOHHBIX peToHOB reHa CFTR, a Takke mcciemoBaHNe
JeNIennii/ myTIuKaliui oTaeabHbIX 9k30HOB reHa CFTR.

Pesynbratbl 1 06CyxaeHNe

OnuceIiBaeMBblii MOIX0 BHEAPEH B TOMCKOI 00J1acTh
¢ HavaJia (pyHKIIMOHUPOBAHUS MPOTPaMMBbl CKPUHMHTA
HOBOpPOXIeHHBIX HAa MB — ¢ urons 2006 r. Bo3MoxXHOCTB
nposenenust JJHK-tectupoBanus obecrieumna ahhekTuB-
HYIO TOYHYIO TMAarHOCTUKY 3a00JIeBaHUSI, YTO OCOOEHHO
3HAYMMO [JIST CIY9aeB C «IIOTPAHNYHBIMI» 3HAUCHUSIMU
ToKa3aTeJIei TIOTOBBIX TECTOB y 00cemyeMbIx. Kpome To-
ro, umeHHo JIHK-tecTupoBaHue 4acTo ObIJIO pelIaroninm
B YCTaHOBJICHUU/MCKIIOUEHU N TUAarHO3a Y HOBOPOXKIEH-
HBIX C MEKOHUAJIbHBIM WUJIEYCOM, JIJIsI KOTOPBIX UHTEPIIpe-
Talus JaHHBIX CTAHIAPTHOTO 00CIeq0BaHUS ObIBAeT 3a-
TpyaHeHa (1100 OHM BOBCE YITYCKAJINCh M3 CBOEBPEMEH-
HOTO OMOXMMUYECKOTO CKPUHIHTA).

I[To pesyiabratam rnposeaéHHoro B 2006-2019 rr. ckpu-
HUHTIa MPOBeeHa OlleHKa BCTPeuaeMOCTH 3a00J1eBaHMS
cpeny HoBopoxkaeHHbIX: MB BoeisiBneH y 1 u3 5882 tectu-
poBaHHBIX. BHenpéHHas cxema 00cienoBaHus, BKIOYA-
omas JJHK-tectupoBanue, no3ponuia yctaHoButs MB
B 30 cayJasix, Ipu 3TOM 00ecTIeunB AeCTBUTEIPHO MaK-
cuMaJIbHO paHHIO0 auarHoctuky MB. Ilo pesyabraTtam
HCCIIe0BaHMS BO3MOXKHA OILICHKA OTHOCUTEIbHBIX YACTOT
BcTpeyaeMocTu B TOMCKOi 00,1acTH OTIEbHBIX MyTallU i
reHa CFTR y HoBopoxXIeHHbIX ¢ MB: ocHOBHast MmyTaiust
F508del nat6momanack Ha 61,67% XpoMocOM GOJIbHBIX
HoBopoxaeHHBIX; myTaumst CFTRdele2,3 (del21kb) nme-
na gyacroty 10%; myrauum 2184insA, E92K, 1898+1G>A
— 3,33%, xaxnast; OTHOCUTEIbHO peIKre TOYKOBBIE MY-

tarun (S11968S, 3849+ 10kbC>T, R334W, G542X u np.)
coctaBun 10%. BhIsIBICHBI TaKKe IBa CiIydast KpyIMHOM
reHHoii nyrmukanuu (3,33%). Takum 00pa3oM, yduThbIBast
yacTyio genenuonHyo Myranuio CFTRdele2,3, kpymHbie
BHYTPUT€HHBIE MIEPECTPONKHU Y HOBOPOXKIEHHBIX-00JIb-
HBIX coctaswim 13,33%.

Hamu BriepBbie y HOBopoxkaeHHOro ¢ MB yctaHoB-
JIeHa He onucaHHas paHee HoBas Mytauus reHa CFTR:
¢.27342 273+6delTAAGG unu 1VS3+2 6delTAAGG.
OrmmceiBaeMasi HaMU JeJelns IISITA HYKJICOTUIOB paspy-
11aeT KAHOHUYECKYIO MOCIeI0BaTeIbHOCTh HauaIbHOI 00-
JIACTH COOTBETCTBYIOILIETO MHTPOHA, CJCICTBUEM Yero T0JIK-
HO OBITh HapyIlIEHUE Mpollecca CIUTaiCMHTa 9K30Ha 3 reHa
CFTR. 3ameTnM, 4TO COIIACHO COBPEMEHHBIM CTaHAApTaM
reHeTUIecKuit aHaau3 mytaiuii reHa CFTR MOXHO CUATATh
a3 dekTUBHBIM ITpU OoJiee yeM 95%-Holii BEpOSITHOCTU 00-
HapyXeHUsI MyTaliuii. B rpy1ire BeIIBI€HHBIX OOJbHBIX HO-
BOPOXIEHHBIX TOMCKOI 00J1aCTU CyMMapHO UACHTU(DULIM-
poBano 96,67% myraumii rena CFTR. He onpenensiemble Ha
HacTosiIee BpeMsi MyTalluy reHa coctaBum 3,33%.

TunupoBaHMe MTaTOJIOTMYECKUX BAPUAHTOB Y OOJIEHO-
TO 00JIeTYaeT FeHeTUYECKOE KOHCYJIBTUPOBAHNE €TO CEMBH.
B cymiecTBeHHOI1 1071€ ceMeii ¢ BBISIBASHHBIMU OOJIbHBIMU-
HOBOPOXIEHHBIMU B ITOCJIEAYIOLLEM ITPOBOAMIIACH ITPEHA-
TaJbHasI IMarHOCTUKA TS TIPEAOTBPAIEHUS TIOBTOPHBIX
ciyyaeB MB B cembe. B nocienHue nBa roga HaMM Tak-
Xe BHenpeHo npeHataibHoe JIHK-tectupoBaHue myra-
it reHa CFTR nipy HanTu4ny cieuuIecKuX MapKe-
poB, BhIsBIsIeMbIX TIpy Y3U y mmonoB Ha 19—21 Henenu
rectalyu. DTO MO3BOJIWIO NPEAOTBPATUTh POXKACHUE ABYX
neteii 60abHBIX M B (ompeaeneHbl 00a maToreHHbIX ajiie-
sst reHa CFTR) B paHee HEeOTSITOIIEHHBIX 10 MB cembsx.

Taxum obpazom, MB BeIsIBIIEH ¥ 1 113 5882 HOBOPOXK-
IeHHBIX. BHEIPEHHDBIN aJrTOpUTM HEOHATAILHOTO CKPH-
HuHra Ha MB B ToMcKoil 061acTu ¢ BKIIIOUeHUEM 00sI-
3areabHoro atamna JJHK-tectupoBaHust odbecneunBaet
BO3MOXHOCTb 3(P(HEeKTUBHOM TMarHOCTUKH, a TAaKXKe IT0-
3BOJISIET COKPATUTh BPeMsI TTIOCTAHOBKM JMArHo3a U BO3-
MOXKHO paHbIIIe HayaTh crierududeckoe JeaeHue. B mep-
CMEKTUBE, TOUHBI MOJIEKYJISIPHBIA AMAaTHO3 BaxKeH IS
BO3MOXHBIX B ITOC/IEIYIOIIEM IIEPCOHATM3UPOBAHHBIX Pe-
KOMEHAAIUI 110 JICYEHUIO B 3aBUCUMOCTHU OT BBISIBJISIEMbBIX
y MaleHTa TeHHBIX HapyIIeHMIA.
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