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Pesrome

AKTyalbHOCTB: BO BCEM MIUpPe IPOUCXOUT CO-
BEpIIEHCTBOBAaHME IPOTOKOJIOB HEOHATATbHOT O
CKPVMHUHTA C LIeNIbI0 COKPAIEHNA CPOKOB JIMa-
THOCTUKY, YIPOLIEHN IPOLeAYPhl 00CIeR0-
BaHMA, YMEHBIIEHUA YMC/IA JTOXKHOIOMOXM-
Te/IbHBIX U JIO)KHOOTPUIIATE/IbHBIX PE3y/IbTaTOB
HEOHATaIbHOT'O CKPMHMHTIA. B 60/IbIINHCTBE
€BPOMNENCKUX CTPAaH aATOPUTM HeOHaTaslb-
HOTO CKPMHMHTA BK/JII0YaeT MOJEKYIAPHO-
TeHeTUYEeCKOe TECTUPOBaHNE.

Ienb: oneHnTb 9 PEeKTUBHOCTD HOBOTO aJl-
TOpUTMa IIPOTOKO/Ia HEOHATATbHOTO CKPMHIHTA
Ha MYKOBMCIIMI03, B KOTOPOM Ha IIepBOM 3Talle
13 OTHOTO CYXOro IIATHAa KPOBU OINpefieNIAeTCA
yposenb VIPT n nposogutca JHK-guarsocTka
(36 Hambomee YaCTHIX MyTAIIMIT) Y TTAIIMEHTOB
¢ nosbinieHHbIM VIPT. CpaBHUTD 9KOHOMMYe-
CKIe 3aTpaThl Ha IPOBEJIeHNe CKPUHUHTA T10
ABYM aIrOpUTMaM (JlelICTBYIOLIEMY U aJIbTep-
HAaTUBHOMY).

Matepuaipl ¥ METOJbI: HEOHATAIbHBIN CKPH-
HMHT C UCIIONIb30BAaHMEM JIBYX IapajleTbHbIX
aIrOpuTMOB OB TIpOBefieH 56534 majieH-
11aM MOCKOBCKOJT 06/1acT! ¢ MapTa 1o HOsA0pb
2022 ropa. Vicmonb3oBancs AefiCTBY IO TPex-
STaIlHbII AITOPUTM, IPeJlyCMaTPUBAIOIINIA 11O~
BTOPHOE B3ATNE KPOBJ Y HOBOPOXXI,EHHBIX U3
I'PyTIIbI pUCKa Yepe3 3—4 Hefle/n OCIe IEPBOTO
3abopa KpOoBU U NIPOBeeHNe IOTOBOI IPOOBIL.
B HOBOM anropuTMe HOBOPOXXIEHHBIM C I10-
BbiIeHHBIM ypoBHeM VIPT1 Ha 1 Heperne xus-
HMU IPOBOZIMJIOCH MOTIEKYIAPHO-TeHETUYECKOe

uccIeoBaHue (IIOUCK YacThIX MYTalVil B TeHe
CFTR - 36 BapnaHTOB, CEKBEHNPOBAaHNE OT-
IenbHBIX IOKycoB reHa CFTR ¢ 11e/1b10 KOHTPOJLA)
B TOM K€ CYXOM IIATHE KPOBMU, MCITO/Ib30BaBIIEM-
cA A CKpMHMHTA. JI/11 yTOYHEHNS JMarHosa
Ha 2 ararne [IHK-gmaraoctukn ucrmonb3oBaics
MeTofi cekBeHMpoBaHus reda CFTR.

Pesynbrarer: VI3 monydyeHHbIX 56534 TecT-
61aHKOB 13 MOCKOBCKOI obnacTu B mabopa-
TOPUM IPY IPOBEJIEHN HEOHATAIbHOTO CKPH-
HuHra BoisiBNEeHO 607 (1,07%) HOBOPOK/IEHHBIX
c nonoxxurenbHbM TectoM VIPT, n3 Hux oro6pan
501 (82,5%) obpasew, rae yposenb VIPT1 npeBsl-
a1 yposeHb cut-off (65 Hr/mir), KOTOpbIe ObIIN
HaIlpaBJIeHb [71 MOJIEKYIAPHO-TEHETUYECKOTO
JCCNIeOBAHNUA C 1Ie/IbI0 TOMCKA NMaTOT€HHBIX
BapuaHTOB B reHe CFTR. He saBepuimnmu 06-
cnepmoBanue 106 (17,5%) HOBOPOXKI€HHBIX.
ITomo>xxnTenbHbIE pe3y/NbTAThl MOATBEPIK/IAT0-
11ell IMaTHOCTUKY IIO/TyY€Hbl y 6 MJIa/IeHIIeB, 9YTO
cocrasuno 0,01% ot umncna fieTeit, ToABepruIMxca
CKpMHMHTIY 1 1,2% OT 4nciia fieTeli C HeOHaTallb-
HOJ TUIIEPTPUIICMHOI€HEMMEIL.

3akI04eHue: IMONMOXNUTeIbHbIE 9 (eKThI
HOBOTO aJITOPUTMa 3aK/II09AI0TCA B CHUDKEHUN
TICUXOTOTMYECKO HANIPAXKEHHOCTU B CEMbAX
Ipyu 06CIeOBaHMN 3a CYET COKpAIeHVA CPO-
KOB ITIOCTAaHOBKM JMarHo3a, OTCYTCTBUA He-
00XOAMMOCTH) B IOBTOPHOM B3ATHM KPOBU Ha
21-28 peHb XKU3HMU, COKpAlleHN CPOKOB I10-
CTaHOBKU JIMarHo3a, NpoQUIaKTUKY PAaHHUX
JKM3HEYTPOXKAIOLIUX OC/IOKHEHNIT (CUHAPOM



nceBfo-baprrepa), HyTpUTUBHOI HEZOCTATOY-
HOCTM B paHHEM BO3pacTe, COKpaIleHUN I¥C-
Ja JleTeil ¢ He3aBepIIEHHBIM 00C/IeJOBaHVEM
Ha MYKOBYICLIJI03, B 9KOHOMMYECKOII BBITOfIe.
Herarusuble 9 deKTbl HOBOrO a/JIrOPUTMa 3a-
KJIIOYaI0TCS B BO3MOXKHOM IIPOITYCKe ITallMeHTa

ApxuB neguarpum u geTckoi xupypruu Nel, mionb 2023 ropa

C MYKOBUCIIUJI030M, Y KOTOPOro He OyfieT BbI-
SBJIEHO HU OJHOTO M3 YaCThIX ITATOT€HHBIX Ba-
puanTos B reHe CFTR nipy mpoBefieHN aHa/Mn3a
B reHeTMYEeCKNX JTA00paTOPMX, He UMEIINX
OIIBIT PAabOTHI C GMONIOTMYECKUM MaTepUaaIoM
HaIVIEHTOB ¢ MyKOBUCLIMJO30M.

KnroueBble clT0Ba: HOBOPOXKIEHHbIE, HEOHATAILHBII CKPYHIHT, MYKOBUCIIUI03,
ummyHopeakTyBHbI TpuncyH (VIPT), ren CFTR (TpaHcMeMOpPaHHBIIL pery1sATOPHBIN Oe/10K

MykoBucnuposa), IHK- nuarnocruxa.
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Summary

Relevance All over the world, neonatal screening
protocols are being improved in order to reduce
the time of diagnosis, simplify the examination
procedure, and reduce the number of false positive
and false negative results of neonatal screening.
In most European countries, the best neonatal
screening algorithm is molecular genetic testing.

Objective: Evaluate the effectiveness of the new
cystic fibrosis screening protocol algorithm, which,
in the first step, determines the immunoreactive
trypsin (IRT) level from one dry spot and performs
DNA diagnostics (36 most frequent mutations) in
patients with increased IRT. Compare the econo-
mic costs of screening by two algorithms (existing
and alternative).

Materials and methods: two parallel algorithms
were used for neonatal screening. Which was per-
formed on 56,534 infants in the Moscow Region
from March to November 2022. The current three-
stage algorithm was used, which involves re-blood

sampling from newborns at risk 3-4 weeks after
the first blood sampling and a sweat test. In the
new algorithm, newborns with an elevated IRT
1level at the 1st week of life underwent a molecular
genetic study (search for frequent mutations in the
CFTR-36 variants gene, sequencing of individual
locus of the CFTR gene for control purposes) in
the same dry blood spot used for screening.
Results: out of 56,534 test forms received, 607
(1.07%) newborns with a positive test for IRT were
identified for neonatal screening in a laboratory
from the Moscow region, of which 501 (82.5%)
samples were selected, where the level of RTT1
exceeded the cut-off level (65 ng / ml), which were
sent for molecular genetic research in order to
search for pathogenic variants in the CFTR gene.
106 (17.5%) newborns did not complete the exami-
nation. Positive results of confirmatory diagnosis
were obtained in 6 infants, which accounted for
0.01% of the number of children who underwent
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screening and 1.2% of the number of children with
neonatal hypertrypsinogenemia.

Conclusion: the positive effects of the new
algorithm are to reduce psychological tension
in families during examination by reducing the
time of diagnosis, no need for repeated blood
sampling on the 21st-28th day of life, reduction
of the time of diagnosis, prevention of nutritional

deficiencies in children during the first months of
life and life-threatening complications. Reducing
the number of children with incomplete testing
for cystic fibrosis, economic benefit. The negative
effects of the new algorithm are that it is possible
to miss a patient with cystic fibrosis who does not
have any of the common pathogenic variants in
the CFTR gene.

Keywords: newborns, neonatal screening, cystic fibrosis, immunoreactive trypsin (IRT),
gene CFTR (Cystic Fibrosis Transmembrane conductance Regulator), DNA diagnostics

BBenenue

C01.01.2023 B Poccuiickoit Qenepaniny M3MeHeH
IIPOTOKOJI HEOHATAJIBHOTO CKPMHMHTIA Ha Ha-
cleficTBeHHbIe 3aboneBanyA. CIICOK TecTHpye-
MBIX 60JIe3HelT pacIlpeH 10 36 HauMeHOBaHMIL,
BKJIIOYAIONINX (DeHUIKE TOHY PUIO, BPOXK/ICHHBII
TUINIOTVPEO03, aPEHOTeHUTAIBHBIN CUHIPOM,
MYKOBMCIM/I03, TATAKTO3EMMIIO, CIIMHAIbHYIO
MblieyHyo arpo¢uio (CMA), nepBuYHbIe UIMMY-
Hopeduuytel (ITV]) n rpynny HacleACTBEHHBIX
6071e3HeTt 0OMeHa BeleCTB, NU3MEHEHBI CPOKM
B3ATUA 00pasLoB KPOBU Y HOBOPOXKIEHHBIX.
HeoHaTanpHBII CKPUHVHT Ha MYKOBUCLIU-
no3 (MB) nposogurcst 8 PO ¢ 2006-2007 ropa.
Borasnenne MB y fieTeit mepBbIX MeCAILEB JKM3-
HU ABJISAETCS OCHOBHOI I[€/IbI0 TPOTPAMMBI
HEOHATa/IbHOTO CKPMHIHTA, IIOCKO/IbKY II03BO-
JISIET TIOC/Ie KOMIIEKCHOM OIeHKV COCTOSTHU S
pebeHKa, Ha3HAYUTD aJleKBaTHYI0 0a3UCHYIO
TEPAINIO C LebI0 MPOUIAKTUKA IPOTPeCcCu-
poBaHMUsI HEOOPATUMBIX U3MEHEHNIT JIETOYHO
TKaHU, IPEJOTBPATUTD WM OTCPOUUTH Pa3BUTHE
SKM3HEYTPOXKAOIUX COCTOAHMI. OgHAKO [/
CYILeCTBYIOIIEN MOJie/IV CKPYHVMHTA XapaKTepPHBI:
TPeX3TalHOCTDb a/ITOPUTMA, IPeJyCMaTpUBalo-
Iasi HOBTOPHOE B3ATVE KPOBU Y HOBOPOXK/IEH-
HBIX U3 I'PYILIbI PUCKA Yepes 3—4 Heflenn 1mocie
[IepBOro 3a60pa KPOBY, IOTIOTHUTE/TbHBIN BU3UT
151 IPOBEJIeHM ST TIOTOBOI TPOOBI, B TOM 4YNCTIe

Marepmnanbl 1 METObI

HeoHaTabHBIN CKPUHUHT C ICIIO/Ib30BaHNEM
ABYX IapaJUIe/IbHBIX a/ITOPUTMOB ObLI IpOBe-
neH 56534 mnagenaM MOCKOBCKOM 00macTu
¢ Mapra 1o Hos6pb 2022 roga. VMcnonb3osancs

ITOBTOPHO, O0JIBIIIOE KOTMYECTBO JIOXKHOIIOMTOXK -
TEIbHBIX Pe3y/IbTaTOB HOC/Ie IEPBOTO 1 BTOPOTO
OIIpefieNieH sl UMMYHOPeaKTUBHOTO TPUIICHHA
(MPT), noxHOOTpULIaTeIbHbIE PEe3y/IbTAaThl Ha
arane onpepenenus VIPT (4,9-7,1% B P®), npo-
BeJIeHI A IIOTOBBIX IIPO0, B TOM YICIIe C Y4eTOM
crrenn¢uku myrannit rena CFTR [1,7]. Cembu nc-
TIBITBIBAIOT IICUXOJIOTTYECKIIT CTPeCC OKMaHVA
Mexny onpepenenvieMm VIPT1 u IPT2 (perecr).
OTMeuaeTcs HENIOTHBI 0XBAaT HOBOPOXK/IEHHBIX
ITOTOBBIM TECTOM 32 CYeT ITOTepU MALVIEHTOB Ha
2-3 3Tamnax, B TOM 4MCJIe M3-3a OTKa3a pofuTeneln
OT JIa/TbHEIIIIEr0 00C/IeOBAHYSL.

Bo BceM Mupe IpoMCcXoauT YCOBEPLUIEHCTBO-
BaHJe IPOTOKOJIOB HEOHATATbHOTO CKPVHIH-
Ta C IIeJIbI0 COKPAIIEHN S CPOKOB AMAaTHOCTVKIA,
YIIPOLIeHM S IPOLefypbl 00C/IeJOBaHM, YMEHb-
MIeHV ST 9VCTIa JIOXKHOTIONIOXKUTETbHBIX U JIOXKHO-
OTpPUIIATETbHBIX PE3YIbTATOB HEOHATAIBHOTO
CKPMHIHTA, B OOJIBIITHCTBE EBPOIIEIICKUX CTPAH
QITOPUTM HEOHATa/IbHOTO CKPVHIHTA BK/TIOYaeT
MOJIEKY/LIPHO-TeHEeTIYeCKOe TeCTIpOoBaHye [2-4].

ITenp uccnemoBaHuA: OLeHUTD 3P PeKTns-
HOCTBb HOBOTO a/ITOPUTMA IPOTOKO/IA CKPYHIHTA
Ha MyKOBUCIIJIO3 Y AeTelt MoCKOBCKOIf 06macTu
(MO). CpaBHUTD 9KOHOMMYECKIE 3aTPAThl Ha
NIpOBeJIeHNe CKPMHMIHTA 10 JBYM aJITOPUTMaM
(meiicTByIOIIEMY Y a/IbTEPHATYBHOMY).

TeVICTBYIOI NI a/ITOPUTM HEOHATAIbHOTO CKPU-
HUHTra Ha MyKoBucuupos: VIPT1 (mepsas Hepens
xku3Hm)-VIPT2 (perect Ha 21-28 fHeill B cryyae
nosbliieHus nepsoro VIPT) - norosas npoba



AJITOPUTM HEOHATAJIbHOTO CKPUHWHTA

JloxHo-
oTpuLaTenbHble
pe3ynbTatbl
07%

WMPT-1 B BbICyLLEHHOM MATHE KPOBU
|
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PucyHok 1.

[lBa napannenbHbIx
aNropuTMa: OfjH — Co-
MacHO AeNCTBYOLIEMY

WPT 1 <cut-off

NPOTOKOJTY, BTOPOM —
C NpoBefieHneM reHe-

VIPT 1 2cut-off

MB noatBepxpaeH -
[ Petect VIPT-2 Ha 21-28 pgeHb ] AHK +/+ CTapETepgnv'Ellw TI/IHeCKOFO6I/ICCﬂep,OBa
THK /- MB HenbzA HUA NpY O HapM);x_ﬁHmm
*_ N VCKIIOUNTD, NpeBblLWEHNSA
MB ncknioueH WPT 2 <cut-off WPT 2 >cut-off HEOBXOAMMO P
[OHK -/~ AOTIONHUTENbHOE
( MoToBas npoba ] obenenosanie
Norosan 1po6a orpyuarens sl Morosan npoa norpanirar T
— JloXHo-
AHK-pmarHocuka NONOXNUTENbHbIE
AHK-/- | MB ncknioueH pesyneratel
MB nogTeepxaeH
AHK +/+ Crapt Tepanum
Heobxogmumo
BHK ~/+ | nononnuTenbHoe
obcnefoBaHne*

(151 MCKTIOUEH LS VUTU TIO/ TBEPIKIEH M ST IUAaTrHO-
3a MyKkoBMc111/103). V1 HOBBLIT a/ITOPUTM, B KOTO-
POM HOBOPO>K/IEHHBIM C IIOBBIIIEHHBIM YPOBHEM
VIPT1 Ha nepBoit Hefiese )XM3HM IIPOBOAVIIOCH
MOJIEKY/IAPHO-TeHEeTNYeCKoe ICCIeOBaHue,
YTO BK/IIOYAJIO MTOVICK YaCTBIX MyTalMil B TeHe
CFTR-36 BapuaHTOB 1 CEKBEHNMPOBAHNE OT-
menbHbIX 10KycoB reHa CFTR - c jebio kKoHTpO-
n4. [eHeTnyeckoe MccnenoBanue IPOBOAUIOCH
B TOM K€ CyXOM IATHE KPOBM, MCIIONTb30BaB-
meMmcsA 11 ckpuanHra. [na JHK-guarnoctuku
oTb6upanuch 06pasIbl, B KOTOPBIX Ha IEPBOM
3Tame, COIJIACHO JeJICTBYIOIIEMY IIPOTOKOIY
HEOHATa/JIbHOI'O CKPMHMHIA, OOHAPY)XXEHO IIpe-
BbILIIeHVe HOpMajibHOro ypoBH:A VIPT1 (puc. I).

OmnpepeneHne ypoBHA UMMYHOPEaKTUBHOTO
TPUIICMHOTEHA B KPOBY HOBOPOXK/IEHHBIX ITPO-
BOZIMJIOCH B MeJIVIKO-TeHeTnueckoM 1ieHTpe 'bY3
MO «<MOHMKW nm. M. @. BraguMupckoro» me-
TOJOM JTAHTAHUTHOTO IMMYHO(ITYOpPeCLieHTHOTO
aHaNM3a C pas3pelleHyeM 110 BpeMeH) Ha TeCT-
cucremax «AutoDelfia Neonatal IRT» (Wallac Oy,
OunstHas). 7151 1poBefieH s aHaM3a MCIIO/b-
30BaJICsI CAHZIBUY BBICOKOCIE[MDUYHBIX MOHO-
KJIOHA/IbHBIX aHTUTEJI IPOTUB [IBYX Pa3/IMYHbIX
y4acTKoB Ha Moniekyre VIPT. ViccnenoBanns Bbl-
TIOTHA/IVCDH Ha II0/TyaBTOMATU3/POBAHHOM aHa-
nmusarope AutoDelfia (Wallac Oy, ®unnaupus).
Ha6opbl I03BOJIAIOT ONPEeNsITh COflep>KaHme
VIPT B cyxoM IIATHE KPOBM [UaMETPOM 3,2 MM,
OMaNa3oH aHa/MM3VMPyeMbIX KOHIEHTpaI Nl

oT 16-480 ur/m. Jomyckaercs koo PpuuyeHT
BapMal My Pe3yAbTaTOB U3MEPEHNUA KOHIIEH-
tpanun VIPT He 60mee 15%. VIHTepnperanms
IIOJTyYeHHBIX TPV CKpUHMHTe 3HadeHuit VIPT
IPOBOAUTCS C Y4eTOM PeKOMEHAALMii GYPMBI-
MIPOU3BOIUTES TECT-HAOOPOB. []71s1 leTelt B BO3-
pacte 10 21 JHSA HOPMa/JIbHBIMU CUUTAIOTCS 3HA-
yenns VIPT mo 65 ur/mn B kposu. IToporossiin
YPOBEHb i1 peTecTa paBeH 40 HI/MIL
MonexkynapHo-TeHeTu4ecKoe UcciejoBaHme
nposoaunock OO0 «'enoTexHOMOrMA», BHI-
UTpaBlIeil KOHKYPC Ha IPOBefleHMe MCCIefloBa-
Hus. [enomuyto JHK us naren kposu Ha Guib-
Tpax BbIJe/IsI/IN € ToMolbio Habopa peareHToB
ns Boifienenvist JHK u3 kinHmaecknx 06pasion
M-cop6 (Cunromn, Poccust) ¢ ncrnonbp3oBaHm-
€M CTaHLMY J/I1 aBTOMAaTM4eCKOTO BbIJe/IeHU A
HYKJIEHOBBIX KucI0T Auto-Pure96 (Allsheng,
Kwnraii). Konnenrpanuio nonysenson JTHK ns-
MePSAIN U UCIONAb30Banu 30 HI KaK MaTpuLy
IS ABYXCTAAMUIHOMN ITOIMMEPAa3HON LIENHOM!
peaxyun (IIIIP) ¢ npajiMepamy, orpaHNYUBa-
fomumn yuactky reHa CFTR. ITIP mpoBogumm
o nporpamme 95°C - 5 muH, 3arem 30 UKIOB
95°C -15¢; 52°C - 30c; 72°C - 45c.
ITony4yeHHble ¢pparMeHThl aHAIU3UPOBAIN
C ITOMOII[bI0 TOPU3OHTANIBHOTO 37IeKTpodopesa
B araposHoM rese. /171 3Toro cMemmnBam 7 MK
peaKIMOHHOI cMecH, monydeHHoit mocne ITITP,
u 2 MK Oydepa 11 HaHeCeHM A Ha 3NEeKTPO-
¢dopes. VI 9 MK TpoOBI BHOCUIN B TYHKU 2%
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arapo3HOTO IeJis, JOIOTHUTE/IbHO B OTJETbHYIO
NyHKY BHOCUIN 2-5 MK (0,5-1 MKT) Mapkepa
MonekynapHbix Macc [JHK (nuanasona piauH
100-1000 m.1.). OnexrTpodopes NpOBOJUIN
npy HanpskeHun 10-15 BO/bT/cM JI/INHBI Tefist
B TedeHye 30 MuHyT. Pe3ynbrarsl anekTpodo-
pesa IpocMaTpuUBajIU B YIbTPaduoIeTOBOM
cBeTe IpM JnuHe BONHbI 254 HM. [lony4yenHbie
¢dparments ouniany u3 [ILIP-cmecn Habopom
Cleanup Standard (EBporen, Poccusi) u cekBeHn-
posaym MetonoM CaHrepa. AHa/IN3 pe3yynIbTaToB
CEeKBEHMPOBAHNA IPOBOANIIN C UCIIOIb30Ba-
HueM nporpammbl VectorNTI Advance 10.3.0,
B KauecTBe pedepeHC-110CIIeJ0BaTeIbHOCTI ObIIT
B3aT reH yenoseka CFTR (NG_ 016465). Bcero
aHa/MM3NpoBaau 27 y4acTKOB I'eéHa, KOTOpbIe
MOTYT COflep>KaTb YacTble KIMHMUIECKIe 3Ha-
YyMbIe MyTaIlVN.

CexBennposanie rena CFTR ofHOMY ITanyeH-
Ty 6€3 OIlpefie/IeHHOr0 TeHOTHIIA B TabopaTopun
00O «T'enoTexHOMOTUA», MPOBOAVIN METO-
moM NGS coracHo aniroputmy B 1ab0paTopun
HOHK-guarnoctrukyu ®efepanbHOTo rocyfap-
CTBEHHOTO OIOJI>KETHOTO Hay4YHOTO YYpesKje-
HusA «MeMKO-TeHeTM9eCKIIT HayYHbII LeHTP
nmenn akagemuka H.II. BoukoBa» (PTBHY
«MT'HII»). iudopmanus o reHOTHIIE IO TeHY
CFTR nauuenToB P® B3sTa 13 6a3bl JaHHBIX Ha-
y4HO — KnuHnyeckoro oraena ®PTBHY «MI'HII»
n perucTpoB. CeKBeHMpPOBaHNE 9K30Ma MIPO-
BOAMJIOCH Ha CEKBEHATOpPE HOBOTO IIOKOTIEHMA
[NluminaNextSeq500 MeTOOM HAPHO-KOHI[EBOTO
yreHus (2x751.0.). [J7151 1po6OIOATOTOBKY ObITa
JCIIONIb30BaHA METOVIKA CeIEKTHBHOTO 3aXBa-
Ta yyactkoB JJHK, oTHOCAmMMXCA K KOJUPY-
oM obnactsim 6omee 20000 reHoB (Habop
[luminaTruSeq® ExomeKit). O6pa6oTka gaHHBIX
CEKBEHVPOBAHM IIPOBEJIeHA C MICTIONIb30BaHMEM
CTaHJapTHOI'O0 aBTOMAaTM3VPOBAHHOTO AJITO-
puTMa, npepnaraemoro TermoFisher Scientific
(Torrent Suite™), a Tak>ke TpOrpaMMHOTO 06e-
creyenust NGSData.

Jlns HasBaHMA BBIABJICHHBIX BapUaHTOB
UCIIONIb30BaJIaCh HOMEHK/IATypa, IpeACcTaB-
NeHHas Ha caifte http://varnomen.hgvs.org/
recommendations/DNA20.05 [1, 5, 12]. Insa
OILIEHKMV IOIY/IAIIVIOHHBIX YaCTOT BbIAB/IEHHBIX
BapUAHTOB MCIIOIb30BAaHBI BBIOOPKM MPOEK-
ToB «1000 reromoB» u Genome Aggregation
Database (gnomAD v.2.1.1). [l OLieHKY KJIMHY-
YeCKOJI pe/IeBaHTHOCTY BBIAB/ICHHBIX BaPMAHTOB

ucnonb3oBaubl 6asa ganapix OMIM, 6asa
JAHHBIX 10 NTaTOreHHbIM BapuanTamM HGMD®
Professional Bepcus 2021.1, criennanusupoBaH-
Hble 6a3bI TAHHBIX 10 OT/E/IbHBIM 3a00/IEBAHNUSIM
(IIpu HaZIMYUY) U TUTEPATYPHBIE JAHHBIE.

OuennBanu BapuaHTel reHa CFTR cormacHo
HaunonanpHOMy KOHCEHCYCY « MYKOBUCIINIO3,
oIpefeieHNe, JUATHOCTIYECKIE KPUTEPUN,
Tepanusi» [12], faHHBIM BebOCaiiTOB: 6a3bl
MTI'HII o renernke [http://seqdb.med-gen.
ru/], 6aser CFTRI1 [http://www.genet.sickkids.
on.ca/cftr], baser CFTR2 [https://cftr2.org],
Exome Aggregation Consortium [http://exac.
broadinstitute.org/], Genome Aggregation
Database [http://gnomad.broadinstitute.org],
Exome Variant Server [http://evs.gs.washington.
edu/EVS/], 1000 Genomes Project [http://
browser.1000geno-mes.org/index.html],
dbSNP [http://www.ncbi.nlm.nih.gov/snp],
dbVar [http://www.ncbi.nlm.nih.gov/dbvar],
OMIM [http://www.omim.org/], Human Gene
Mutation Database [http://www.hgmd.cf.ac.uk/
ac/in-dex.php], Clin Var [http://www.ncbi.nlm.
nih.gov/clin-var/], Human Genome Variation
Society [http://www.hgvs.org/dblist/dblist.html],
DECIPHER [https://decipher.san-ger.ac.uk] [1,
5,12, 13].

ITOTOBBIIT TECT IIPOBOAVIICSI METO/IOM OIIpe-
Je/IeHN s IPOBOAVMOCTH II0Ta C IOMOIIBIO CY-
cTeMBI 77151 cOopa u aHanmu3a mora «HaHomakT»
(Beckop, CIIIA) Ha 6a3e oTfe/IeHUSA MYKOBUC-
nuposa I'bY3 MO «HUKMN perctBa M3 MO».
JlanHasA cyucTeMa mna cbopa ¥ aHaMM3a IMOTa
paspaboTaHa crienManbHO AA 06CTeJOBaHMA
HOBOPOXX/IeHHBIX. BpeMst mpoBefieHmst mpo6sl
oxo710 30-40 MuRHyT. 7141 MOy 9eHN pe3yibTaTa
JOCTATOYHO HECKOIBKIX MUKPOIUTPOB. [Ipo6a
MOXXeT OBITh IIPOBefieHa peOeHKy ¢ BecoM boriee
2 KT 1 B Bo3pacre 48 yacos >xusHu. Hopma npu
omnpepeneHuy nposogumoctu <50 mmons/n NaCl,
MOTPAaHMYHbIN pe3ynbTar 50-79 MMOmb/1I, 1o-
JIOXKUTENBHBIN pe3ynbTaT 280 MMomnb/m NaCl

Ilena Ha TOTOBYI0 MPO6Y € yIETOM pacxof-
HBIX MaTepuaaoB Opannch u3 MpercKypaHTa
HayuHo-1cceoBaTe/IbCKOT0 KJIMHUYECKOTO
MHCTUTYTA AeTCTBa MMHUCTEPCTBA 3[[paBO-
oxpaHeHMs1 MOCKOBCKOIT 06/1aCTH, I COCTaBU-
na- 6500 py6ieit (https://nikid.ru/patients/paid-
services/). I]leHa Ha MOTIEKyTAPHO-TEHETYECKOE
uccneposanue 9900 py6neit (https://med-gen.ru/
meditcinskie-uslugi/).



CraTtuctnyeckas 06paboTka IMomTydeHHbIX
JAHHBIX TPOBOJIMJIACH C IOMOIIBIO IPOTPAMMBI
IBM SPSS Statistics 26. Hemapamerpuyeckum
METOZIOM JI/I1 He3aBMCYMBIX BBIOOPOK paccym-
ThIBa/IaCh 3a C IOMOI b0 KpuTepus IIupcona
(x2) u Tounoro kpurepusa Ouiepa (AByXcTO-
POHHMII) IpY 3HaYeHMAX 1-5, ¢ HOIpaBKO

Pe3ynbraThl 1 06CyXAeHNA

B MockoBckoit ob6mactut ¢ MapTa o Hos10pb
2022 ropa 4mcIo TecT-0MaHKOB, IepeSaHHbIX
B 1ab0paToOpuIO /151 IPOBEIeHNUsI HEOHATAIBHO-
ro CKpMHIHTA, cOCcTaBuno 56534. KonnyecTso
HOBOPOXX/IEHHBIX C I10JIOKUTE/IbHBIM T€CTOM
na MIPT 1 B MO cocraBuno 607 (1,07%) ns Hux
orobpaH 501 (82,5%) obpasew, rie yposeHs VIPT
1 mpespiman yposeHs cut-off (65 Hr/mi), Ko-
TOpbIe ObLIN HAIlPaBJIEHBI [/I MOJIEKY/IAPHO-
TeHeTUUYeCKOIO MCCIeJOBAaHNA C 11e/IbI0 ITONC-
Ka IaTOTeHHBIX BapuaHToB B reHe CFTR. He
3aBepunan obcnegoBanue 106 (17,5%) HoBO-
poxxneHHBbIX. IlomoXuTEeNbHBIE PE3YNbTATHI
MOATBEPIKAAoUIeN [MAarHOCTUKY IOy Y€eHbl
y 6 MiafieH1eB, uTo coctaBuio 0,01% or uncna
JeTeit, MoABEePTINXCA CKpUHUHTY 1 1,2% oT
4lCla JeTell ¢ HEOHATA/IbHO TUIePTPUIICUHO-
redemuein (mabn. 1).

ITonoxxurenbHbIe pe3ynbTaThl IO TBEPIKIAI0-
11eil AMarHOCTUKY IIOMY4YeHbl y 6 M/Ia/IeHIIEB, U3
HUX 5 IeTsAM ObUI YCTaHOBJICH JUATHO3 C IIOMO-
IIbI0 MOJIEKY/IAPHO-TEHETUYECKOTO TeCTa Cpasy
nocite nposefenusa VIPT1, u ogHOMY peGeHKyY
TOIIOJIHUTETbHO IPOBOAIOCH CEKBEHIPOBAHME
IJI1 yTOYHEHU A AMarHo3a.

PesynbTaThl MONEKYIAPHO-TEHETUYECKOTO
MCCTIefoBaHNA TOKa3ajy, 4YTO 2 BApMAHTA HYKJIe-
OTUIHOI TocnenoBarenbHocT reda CFTR 6b11u
BBIABJIEHBI ¥ 5 JleTeil 13 6, 1UarHo3 KOTOPBIM ObITT
YCTaHOBJIEH ITapajI/Ie/IbHO MO pe3y/IbTaTaM II0TO-
BOJI TPOOBI COITIACHO JIEVICTBYIOIEMY QITOPUTMY.

ST1anbl CKPWHWHra
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Veittca mpu snauenusx 5-9. JI/1st OLieHKM PUCKOB
UCIoNb30Bany nokasarenb OR — «oTHOmEHNE
IIAHCOBY, IIPM €r0 JOBEPUTENbHOM MHTEPBae
95% (CI) un 3Hauenun p <0,05. s onvucanus
BBIOOPKM MCIIONIb30BAJICA KPUTEPUIL CpefjHEero
apudmerndeckoro (M) 1 cTaHJapTHOTO OTKIIO-
nenns (SD).

Y opHOro pebeHKa C IOBBIIIEHHBIM YPOBHEM
VIPT 1, O/IOXXUTENBHBIMI PE3y/IbTaTaMU ABYX
MIOTOBBIX TECTOB U KJIMHNYECKUMIY [TPOSBIIEHM-
ssvu (katiernb ¢ 1 Mecsina, 060CTpeHnsi OpoHXUTA
exxeMecsA4HO Ha ¢poHe OPVI, KuIIeyHbI CUH-
APOM B BUJie CTeaTOpeNn), IpU MOJIEKYIAPHO-
reHeTUYECKOM MCCIeIOBAHMY HA YaCThIe Ta-
ToreHHble BapuaHThl B reHe CFTR, a Takxe
METOJIOM CEKBEHMPOBAHNsI He ObIJIO BbISBIIEHO
[IaTOTeHHBIX BapUAaHTOB, COIIACHO pe3y/IbTaTaM
00O «TenoTexHonorus» (mabn. 2). Ilanuenty
IIPOBEJIEHO IOBTOPHOE CEKBEHNPOBAHIE METOJIOM
NGS B ®I'BHY «MTHII». (ma6z. 2). Y nanmnenTta
ObLIO HalifleHO 2 BapyaHTa HYKJICOTUIHO II0-
crnepoBarenbHocTy reHa CFTR: F508del/2143delT,
KOTOpbIe OTHOCATCS K YacTbIM BapuaHTaM HYy-
KJIEOTH/JHOIT ITOCTIEOBATEIbHOCTH, U X OIIpe-
Ie/leHye ABIAeTCA PYTUHHON NpakTuKoit. ITo
aynienbHOI YacToTe nepsolit BapuaHT (F508del)
HaXOJMTCs Ha IIepBOM MecTe (ajjiefbHast 4a-
crora — 52,61%), a Bropoit Bapuant (2143delT) -
Ha LIecTOM MecTe (ajlenbHas yactora — 2,02%),
COIJIACHO IaHHBIM PEeTrUCTPa MYKOBUCIUI03a
ot 2020 ropa (https://api.med-gen.ru/site/assets/
files/51107/site_registre_2020.pdf) [5]. O6a Bapu-
aHTa BXOAT B IIAHE/IY J/IS1 YaCTBIX MyTaluii Jla-
6oparopun JHK-guarnoctuku ®I'BHY « MT'HII»
COI/IACHO KJIMHMUYECKNM PEKOMEHAALNAM U Ha-
IIIOHAIBHOMY KOHCeHCycy ¢ 2016 ropa [1].

leHeTMYecKOe UCCIEeNOBaHMUE JIeTeln
MOCKOBCKOI1 061aCcTH II0Ka3aio, 4To 5 (83,0%)

KomnmdecTBo 06CmeoBaHHbIX HOBOPO)KI€HHBIX
Yucmo HOBOPOXK/IEHHBIX € monokuTenbHeM VIPT1

HesaBepmeHHme PETECTDI

Yncmo HOBOPOXK/AEHHBIX C IOMOXKNUTeNbHbIM VIPT2
JI0XXHOTIONOXXUTETbHbIE pe3ynbTaThl moce VIPT 2
ITonmoxurenbHbIe pe3ynbTaThl — Auarios MB

56534 (100,0%)
607 (1,07%)
106 (17,5%)
501 (82,5%)
495 (98,8%)

6 (1,2%)

Ta6bnuua 1.
Pe3ynbTaThl HeoHa-
TafbHOMO CKPMHUHTA 3@
MapT-HOAOpPb 2022 T.
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Ta6bnuua 2.
XapakTepuctuka geten
C YCTaHOBJIEHHBIM Ana-
rHO30M MYKOBUCLA03
B MO

MpumeyaHme:

* pebeHOK, KOTOPOMY
6b1N0 NpoBefeHo Jo-
MOJHNTENbHOE FreHeTu-
yeckoe nccnefoBaHme
B OFBHY «MIHL|»

Ta6bnuya 3.
CpaBHUTENbHAA 3KOHO-
MUYecKas 1 BpeMeHHas
XapaKTepuCTnKa HOBO-
ro n leficTByioLLero
anropuTMOB HeOHa-
TaNnbHOTO CKPVHWHIA

Ha 0[JHOTO HOBOPOX-
[EHHOTO.

126

WUPT, Hr/mn WPT2, Hr/mn MoToBbIN TECT, MMONb/N leHoTN [unarHos
1 M 509 378 107 F508del/F508del MB
2 M 386 340 112 F508del/F508del MB
3 XK 166 96,7 117 F508del/F508del MB
4 M 153 194 113 F508del/F508del MB
5 XK 210 - 125 F508del/2143delT MB*
6 X 292 - 118 F508del/F508del MB

mereit ¢ MB Obl1v rOMO3UTOTBHI IIO TeHOTHUITY
F508del/F508del, xoTopslit BcTpedancs KoCTo-
BepHO yaiie 1o orHouenno K 1 (17,0%) maru-
€HTY C KOMIIay/-TeTepO3UTOTHBIM BapMaHTOM
F508del/2143delT (OR = 25; 95%CI (1,2-520,76)).

YyBCTBUTENIBHOCTb CKPMHIUHTA, PACCUNTBIBA-
eMas KaK OTHOIIEeHe YJC/Ia Nal[MeHTOB C MOJ-
TBEP>K/[EHHBIM [IMIaTHO30M C ITOJIO>KUTETbHBIM
pesynbratrom HC k cymme nmanuentos ¢ MB
C TIOJIOXKMTENIBHBIM U JIO)KHOOTPUIIATe/IbBHBIM
pesynbprarom HC (6/6) cocraBuna 100%, ecnu
6bI MccegoBaHue ObLIO BBIIIONIHEHO B 1abopa-
Topuiu, obnagarell HeoOXOMMBIMI KOMIIE-
TeHnuAMU. [Ipy npoBeeHNN JAaHHOTO UCCIIe-
TOBaHM, yYUTBIBAS, YTO OJVH IaIVEHT ObII
nponyuieH npu nposefennn JHK guarnoctu-
KJ, YYBCTBUTEIbBHOCTb CKPMHMHIA COCTABIIIA
Bcero 83%.

C y4eToM COTPyHRHMYECTBA C abopaTopuel
HOHK-puarnoctruxku ®I'BHY «MT'HII», y koTo-
poIt MMeeTCst ObIT paboThl B 06/1aCTH MOMCKA
BapuaHTOB rena CFTR u Hanu4ue co6CTBeH-
HOJI 6a3bl JAHHBIX MyTaLMil IPY IPOBEIeHUN
CeKBEHUPOBaHMA, OblIa paccYUTaHa CpefHAA
CTOMMOCTD ITPOBEIEHN I HEOHATAJIbHOTO CKPU-
HIHTA C UCHO/Ib30BAHNEM JeJICTBYIOLIETO al-
TOPUTMA HEOHATaTbHOTO CKPUHIHIA HAa MYKO-
BJICLIM/IO3 ¥ HOBOTO a/ITOPUTMA U OIIpefie/ieHa
9KOHOMMYECKas M BpeMeHHasA BBITO/Ja HOBOTO

Bpemsa npoBepeHus
nccnepoBaHun (aHM)

2-3 meHb XXU3HU

21-28 meHb KU3HU MPT 2 +

IToTtoBas mpoba

7%10.
24.7+10.7 pHs (6500 py6.)

DenicTBylowmi anroputm | HoBbii anroputm

NPT 1+

aJIrOpUTMa HEOHATa/IbHOTO CKPMHMHTIA Ha 1 1a-
unenTa (maén. 3). Cpenusis apudmernyeckas
BeIMYMHA BpEMEHM OT MONTy4YeHU A pe3y/nbTaTa
MPT2 mo npoBefeHust HOTOBOI IIPOOHI OblTa
paccunTaHa I10 JaHHBIM aMOY/TaTOPHBIX KapT 45
mereit MOCKOBCKO 00/1aCTH C BBIABIICHHBIM MY-
KOBMCIIMJIO30M ITO HEOHATaTbHOMY CKPUHMHTY
¢ 2019 o 2022 rox u coctaBuna 24,7+10,7 nHs,
a MefjMaHa 3TOro mepuoga — 14 |3-159).

CorIacHO JaHHBIM TAaO/MUIIBI 3, HeJICTBY IOV
AJITOPUTM HEOHATa/IbHOI'O CKPMHMHTA 3aHMIMAaeT
ot 37,7-66,4 pHel 014 NOATBEP>KAEHM A AMAaTHO-
3a, CpeJHAS CTOMMOCTD UCC/IeJOBAaHNA COCTAB-
nsiet 14200 pyOrel, a ¢ y4eTOM MOJIEKYIAPHO-
TeHeTNYeCKOro uccmegoBanus — 24100 pyorneir
114 1-ro manueHTa. BpeMsa HOBOro airopurma
B cpefiHeM coCTaBUT 16-31 gHeit, a cpefHAA
CTOMMOCTbD B 2,4 pa3a JielleBjIe, 10 CPAaBHEHNIO
C JeJICTBYIOIIVM aJITOPUTMOM.

IIpu onjeHKe BpeMEHHOTO IOKa3aTesns, C yJe-
TOM UCTIO/Ib30BaHNA NENCTBYIOIETO aNTOPUTMa,
BBISIBJIEHO, UTO B IIepMOJ, OKUaHMA IO IIOCTa-
HOBKM iuarHo3a MB nicuxonormueckuit crpecc
ycnbpIThiBano 500 ceMelt Ha NPOTAXKEHUN OJHOTO
-ByX MecAIeB, 4To cocTaBuio 0,9% ot 56534 fe-
Teit MockoBcKoit obmactu. [Ipy HOBOM anropur-
Mme 6 cemert (0,011% oT 56534 COOTBETCTBEHHO)
JCIIBITBIBAJIO IICUXOJIOTMYECKUIL CTPeCcC B Teue-
HUM OgHOTO Mecsaa&

Bpems npoBepeHus
nccnegoBaHum (aHM)

2-3 meHb XXU3HU

IHK - guarHoctuka

(9900 py6.) 14-28 nennp

Wroro: 37,7-66,4
21 geHnp
Wroro: 58,7-87,4

Vtoro: 14200 py6.

ITHK (9900 py6.)

Vtoro: 24100 pyo6.

Vroro: 9900 pyo6.

Vitoro: 9900 pyo6.

Wroro: 16-31 meHp

Wroro: 16-31 fenp




O6c¢cyxenne

PesynbraTsl Mccne0BaHMA IOKa3any HECOMHEH-
HYI0 9¢)()eKTVBHOCTb HOBOTO a/ITOPUTMa HEOHA-
Ta7TbHOTO CKPMHMHTA IIPY YCIIOBUY IIPOBEfIeHN A
MCCNIelOBAHNUIT B MONEKYIAPHO-T€HETUYECKON
naboparopun, umernier onsit padors: mo JHK
IMArHOCTMKe MyKoBuCIMpao3a. ITokasaHo, 4To
IMArHO3 MOXKET ObITb YCTaHOBJICH 3HAYUTE/ILHO
paHblile 1 ¢ MEHbIINM (PMHAHCOBBIM U IICUXO-
JIOTMYECKUM CTPECCOM AJIA CeMell ¢ peOeHKoM,
VMEIIVIM JTOKHOIOIOKUTENIbHbBIN pPe3yabTaT
HEOHATaJIbHOTO CKPMHMHTA.

PaHee, B 2019 rozy 6b1710 ITOKa3aHO, YTO YVCIIO
HOBOPOXXJEHHBIX C IIOIOXXUTEIbHbIM TeCTOM Ha
WPT B 50 pernonax PO cocraBmno 9138 yenosex,
10 ecThb 0,9% 0T unciaa 00cneOBaHHbIX. VI3 HUX —
1388 HoBOpOXAEHHBIX (0,1%) MMenu MOMOXM-
TEJIbHBI PE3Y/IbTAT peTecTa Ha 21-28 1eHb KU3Hu
1 ObUIM HaIIpaBJ/IeHbI Ha IIOTOBYIO Ipo0y [6]. Bce
9TO COIPOBOXK/ATOCDH INMUTETBHBIM OXKUIaHUEM
U IICUXOJIOTMYECKMM cTpeccoM B 1388 cembax.

YaureiBas TOT (KT, 4TO pe3yIbTaT OJHOIO
IalyeHTa He ObUI IIOJIy4YeH Cpa3y Hocse IIpoBe-
nmenus guarHoctuky B OO0 «I'enoTexnonorns»,
a Iocyie NpoBeJleHUsA JJOMONHUTEIbHOTO

3akaoueHne

1. Tlonoxxurenbuble 3¢HeKTh HOBOTO aJITOPUT-
Ma 3aK/IFOYAITCA B CHUDKEHUU IICUXONIOTH-
YECKOJ HalIpSXKEHHOCTU B CEMbSAX 3a CYeT
COKpallleH) I CPOKOB IIOCTAaHOBKM JIMarHosa,
OTCYTCTBUA HEOOXOAUMOCTI B IIOBTOPHOM
B3ATUM KPOBU Ha 21-28 meHb )XU3HU, JOIION-
HUTEbHBIX 3aTPaT Ha IIOCELIeHNe MEJUKO-
IeHEeTUYECKMX LIEHTPOB.

2. OKOHOMIYECKas BBITOfA [I/I TOCYylapCTBa
U [ CEMbM, II0 CPABHEHUIO C IEMICTBYIO-
LIYM a/ITOPUTMOM 3aK/IF0YaeTCA COKpallleHMe
CPOKOB IIOCTAHOBKM JMarH03a, COKpallleHNe
YyICIa BeTell ¢ He3aBepIIeHHBIM 00C/ejoBa-
HueM Ha MB (BbIABIeHMe 2 TeHETUYeCKUX
BapuaHToB B rene CFTR)
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MOJIEKY/IAPHO-TEHeTUYECKOTO MCCTIEe/JOBAHMA
B ®TBHY «MI'HIl» n pesynbrar oKasancs
YaCThIM BapMaHTOM HYKJI€OTHUHOI MOCIeNO-
BarenbHOCTY TeHa CFTR cormacHo Perucrpy
MalleHTOB C MyKOBUCIM030M B Poccuiickoit
Depepanyu 2020 roga, ObIIN C/le/TAHBI BBIBOJIBI
0 HeoOXOMMOCTY IIPOBEJEeHM MOJIEKY/IAPHO-
reHeTUYeCKMUX UCCIelOBAaHMI J/Isl CKPMHMHTA
B 1ab0paTopusix, B KOTOPbIX MMEETCS OIBIT
paboTHI 110 IIOKMCKY BapMaHTOB HYKJICOTU]-
Hoi1 mocnenoBaTenbHocTy reda CFTR, a Tak-
JKe TIpY Hanmu4ny cCOOCTBEHHOI 6a3bl JaHHBIX
MyTalVil IpU NPOBENEHNY CEKBEHVPOBAHNU A
U CIIeIVIA/INCTOB, B/IaJIeI0IIIX HaBbIKAaMU IIPO-
BeJleHM 1 610aHa/IV3a, IOy YeHHBIX CUKBEHCOB.
HesbinonHeHne 3T0ro TpeOOBaHMSI CHUKAET
crenupUIHOCTD ¥ YYBCTBUTEILHOCTD HOBOTO
AJITOPUTMA HEOHATAIbHOTO CKPUHMHTA.

PexoMeH0BaHO BHE[IPATH HOBBII aITOPUTM
HEOHATa/IbHOTO CKPMHUHTA, TaK KaK IIpU €Tro
JCIO/Ib30BAHNY Peannu3yeTcsa BOSMOXXHOCTh
BBITIOJIHATD OJJHOBPeMeHHO omnpenenenne VIPT
U MOJIEKYNIAPHO-T€HETUYECKOe UCCIeJOBaHMe
B IIATHaX KPOBY HOBOPO>K/[EHHBIX.

3. PaHHsIs [uarHocTmKa ABIsieTcss Hpodumax-
TUKOJ PaHHUX KM3HEYIPOXKAIOIMX OCIOXK-
HeHmiT (cuHppoM 1ceBpo-bapTTepa), HyTpHU-
TUBHOJ HEJOCTATOYHOCTY B pAaHHEM BO3pacTe.

4. HeraruBHble 93¢ deKTh HOBOTO aITOPUTMA
B TOM, YTO MOKHO «IIPOIYCTUTb» NaIMeH-
Ta ¢ MB, y KoTOpOro He 6yIeT BBIABICHO HU
OJIHOTO M3 YacTbIX IaTOT€HHBbIX BapMAaHTOB
B reHe CFTR. PekoMeH[JOBaHO IIpOBefieHYIE
MOJIEKYTAPHO-TeHEeTUYECKUX UCCTIeJOBaHUIA
IJIs1 CKpUHMHTA B Tab0OpaTOPUSX C OMBITOM
PabOoTBHI 10 IIOMCKY BAPMAHTOB HYK/IEOTV/HON
nocnegoBarenpHocTy rena CFTR, u Hann4ne
cOOCTBeHHOII 6a3bl JaHHBIX BAapMAHTOB HY-
KJIEOTUTHOM TTOCTeOBaTeTbHOCTH.
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KoHgpatbeBa EneHa /iBaHOBHa, JOKTOP MeAVLMHCKMX HAYK,
npodeccop, pyKoBoAMTENb LIeHTPa HAaCNeACTBEHHbIX 3abone-
BaHWI NErkmx, 3aMecTuTeNb AUPeKTopa no HayuyHoln pabote;
3aBeyioLN HayYHO-KIMHNYECKMM OTAEOM MyKOBMCLIMA03a
LlepmaH BukTopua [laBnfoBHa, KaHAMAAT MeANLMHCKYX HayK,
BeAYLLUWIA HAYUHbI COTPYAHUK HAYUHO-KAVMHMYECKOro OTAena
MYKOBMCLIMAO3A

Knsax TatbAHa AHaTONbeBHA, KaHAMAAT MeANLUMHCKIX HaYK,
CTapLUWA HayYHBIV COTPYAHUK OTAeNa HacNeACTBeHHbIX 1 MeTa-
bonnueckrx 3abonesaHuin

®atxynnuHa MpuHa PrHaToBHa, Bpay-neavaTp oTaeneHna
MYKOBWCLI03a, HAYUYHDBI COTPYAHMK OTAENa HaCNeACTBEHHbIX
1 MeTabonVueCcKnx 3ab0neBaHnin

Llypkun leopruii Bacunbesuny, Bpau-neanartp OTaeNneHna My-
KOoBMCLMA03a

KanvnHenkosa CBeTnaHa leoprmeBHa, KaHAUAAT MEANLMHCKIX
HayK, Bpay-n1abopaTopHbIil TeHeTUK, 3aBedytollan MeanKo-
reHeTMYecKoil nabopatopuen
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