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Abstract.

Relevance. Cystic fibrosis (CF), also known as mucoviscidosis or Landsteiner-Fanconi
disease, is an autosomal recessive hereditary disorder characterized by systemic damage to the
exocrine glands. It manifests as pathological mucus secretion, leading to chronic inflammation and
dysfunction of the respiratory, digestive, and reproductive systems. Among all forms of the disease,
the intestinal form is the most common, particularly in newborns, making it essential to study its
prevalence, immunohistological features, and genetic predisposition. The aim of the research is
to investigate the epidemiology and genetic aspects of cystic fibrosis. Results. Analysis of various
screening programs indicates that the most effective methods combine biochemical analysis (IRT)
with molecular testing (CFTR variant panels). However, the effectiveness of newborn screening (NBS)
depends on establishing optimal IRT threshold values, expanding genetic testing panels to account
for ethnic specificity, and implementing repeat testing to reduce the proportion of false-negative
cases. Conclusion. This review examines current research on the implementation of screening
programs, the sensitivity and specificity of tests, and the clinical significance of identified CRMS/
CFSPID cases.
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MykoBucungos (MB) — 310 ogHO 13 Hanbonee pacnpoCTpaHEHHbIX ayTOCOMHO-PELLECCUBHbIX
reHeTnyeckmnx 3abonesaHuin, 0OYCMOBIEHHbIX MyTauMs MU B reHe TpaHCMeMbpaHHOro perynsrtopa
nposognmocTtn (CFTR). 3T MmyTauum NnpuBOAAT K HAPYLUEHUIO (PYHKLMOHMPOBAHUS MOHHOMO KaHa-
na, YTO BbI3bIBAET LUMPOKNIN CNEKTP KMMHUYECKUX NPOSIBNEHNI, BKNOYAS NOpaKeHne AblXxaTenbHOM
n nuweBapuTtenbHon cuctem [3,11]. 3aboneBaemMocTb N pacnpPoOCTPaHEHHOCTb MYKOBUCLMA03a CY-
LLIeCTBEHHO BapbMpPYKOTCH B 3aBUCMMOCTU OT permoHa U 3THUYECKOW rpynnbl, YTO AenaeT reHeTuye-
CKOe TECTUPOBAHME N CKPUHMHI BaXXHbIMW MHCTPYMEHTaMWN ANS ANArHOCTUKMA U KOHCYNbTUPOBAHUS
naumenTos [1,5,9].

MykoBucungos (MB) — Tskenoe ayToCOMHO-peLeccMBHoe 3abonesaHune, BbI3BaHHOE MyTaLm-
amun B reHe CFTR (Cystic Fibrosis Transmembrane Conductance Regulator). OHo xapakTepusyetcsa
HapyLueHneM (PYHKLMIA 9K30KPUHHBIX XKenes, NPpMBOASA K NOPaKEeHUIO AblXaTeNbHON, NULLEBapUTESb-
HOW N penpoayKTUBHOWN cucteM. [lnarHoCcT1ka MyKkoBUCLMA03a npeteprnena sHa4nTenbHble N3MeHe-
HWA 3a nocnegHue AecATUNETUs, BKOYas BHegpeHe NporpaMmmMm HeoHaTarbHoro ckpuHuHra (NBS)
N paclUMpPEHHbIX METOLOB reHeTU4eCcKoro TecTupoBaHus. HacTtoawmm ob3op noceseH aHanuay
COBPEMEHHbIX CTpaTerni CKPUHWHra, AUarHOCTUYECKUM anropuTMam U STHUYECKUM OCOBEHHOCTAM
BbisiBreHust 3abonesanus [8,10].

KnuHnyeckasa kapTvHa mykoBucunao3a Bnepsble Obina onncaHa G. Fanconi n coasTopamu B
1936 roay, a B 1944 roagy S. Farber nog4epkHyn pornb NOBLILLEHHON BA3KOCTU CNN3KM KakK KIHYEBOro
naToreHeTn4eckoro dpaktopa 6onesnn. B 1953 rogy P. di Sant-Agnese o6Hapyxun noBbILLEHNE KOH-
ueHTpaumm Hatpus (Na*) n xnopuaa (Cl) B noTe nayneHToB, YTO NPUBENO K pa3paboTke NOTOBOro
Tecta, 4O CUX MOp SABMSOLLErocsa 30/0TbiM cTaHgapToM AnarHocTukn. FeH CFTR, OTBETCTBEHHbIN
3a pasBuTMe 3abonesaHus, Obin naeHTMduumposaH B 1989 rogy, YTO OTKPbINO BO3MOXHOCTU AN
MONEKYNApHOro TectupoBaHus [2,15].

MykoBucungos (MB) siBnsieTcs Hanbonee pacnpoCTpaHEHHbIM ayTOCOMHO-PELECCUBHbBIM Fe-
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HeTn4yecknm 3aboneBaHMEM Cpean KaBKa3CKOM NONynsauun, BblaBaHHbIM MyTauusamu B reHe CFTR
(Cystic Fibrosis Transmembrane Conductance Regulator). B nocnegHue gecatunetna BHegpeHue
nporpaMmm HeoHaTanbHOro ckpuHuHra (NBS) ctano BaXHbIM LLAaroM B paHHEW OMarHoCTuke u ynyu-
LWeHMn nporHo3a 3aboneBaHus. OgHaKO MeToAbl CKPUHWUHIA, UX 3PEKTUBHOCTL U OCOBEHHOCTU
ANArHOCTUKM pasnuyatoTcs B 3aBUCUMOCTU OT CTpaHbl, UCMOMb3yEMbIX anropuTMOB U STHUYECKOro
cocTaBa nonynsumm [8,21].

AHann3 pasnuyHbIX NPorpaMm CKpPUHWHIa nokasblBaeT, YTO Hanbonee apPEKTUBHBIMU ABMS-
I0TCS MeToAbl, codeTallwme buoxummdecknn aHanus (IRT) ¢ MonekynspHbIM TecTupoBaHueM (na-
Henb CFTR-BapuanToB). OgHako adhdekTmBHOCTb NBS 3aBMCUT OT yCTaHOBMAEHUSA ONTMMarbHbIX
noporosbix 3HadYeHun IRT, paclumpeHus naHenem reHeTMYeCcKoro TeCTUPOBaHUA C Y4ETOM 3THUYE-
CKOM cneumdurkn, BHEAPEHMA NOBTOPHOIO TECTUPOBAHUA OJS11 CHMKEHMSA LONW NOXHOOoTpULaTenb-
HbIX criyyaes [6,23].

CoBpeMeHHble nccneaoBaHus ykasbliBatoT HA HEOOXOAMMOCTb COBEPLUEHCTBOBAHNA anropuT-
moB NBS, ocobeHHO B cTpaHax C BbiCOkoM gonen pegknx mytaumi CFTR. PaclumpeHHbI reHeTuye-
CKWUW aHanu3, paHHAS MarHocTuKa 1 nepcoHanvM3MpoBaHHbIA NOAX0A K Tepanuun MoryT 3HaYNTErNbHO
YNYYLWNTb KQ4E€CTBO XN3HU NauneHToB ¢ MykoBucumngosom [12,19].

MupoBOI ONbIT NOKa3bIBAET, YTO NPOrpamMMbl CKPUHMHIA HOBOPOXAEHHbBIX HA MYKOBMUCLMAO03
AOMKHbI OblTb aganTMpoBaHbl K reHeTU4ecKMM OCOBEHHOCTAM nonynsaumm. XOoTa COBPEMEHHbIE
metoabl NBS OeMOHCTPUPYIOT BbICOKYH YYBCTBUTENBHOCTb, OCTAKTCA NPobrnemsbl, CBA3aHHbIE C
NOXXHOMONOXUTENbHBIMA U NIOXXHOOTPULATENBbHBIMU pe3ynbrataMu, 0COBEHHO cpeaun 3THUYECKUX
MEHbLUMHCTB. OnTuMmn3aumsa noporosBbix 3HavyeHun IRT, pacwmpenne naHenen CFTR-BapraHToB n
NpUMeHeHNe KOMBUHNUPOBAHHBIX anNropUTMOB SABMISAIOTCA KHOYEBbIMU LLIAramMmu Ang noBbILEeHUst ad-
PeKTUBHOCTU ANarHOCTUKM MykoBucumaosa [7,18].

CKPWHUHI HOBOPOXOEHHbIX HA MYKOBMCUMAO3: ONbIT JaHun v KnmHuyeckoe 3HadeHne CRMS/
CFSPID. B JaHnn nporpamma CKpuHuHra HoBopoxaeHHbix (CH) Ha mykoBucumaos (MB) ctaptoBa-
na 1 maa 2016 roga. 3a nepsble ABa roga npotectuposaHo 126 338 mnageHues (99,85% ot obLue-
ro ynucna poxgeHuin). AnNropuTM BKITKOYan n3amepeHne ypoBHS MMMYHOPEaKTUBHOIO TPUMNCUMHOreHa
(IRT), TectupoBaHue Ha F508del n npn HeobxoammocTn cekBeHnpoBaHue reHa CFTR. 3 26 nonoxu-
TenbHbIX pedyneraToB gnarHo3 CF noareepauncs y 22 mnageHues, a 'y 4 BoisierieH CRMS/CFSPID.
YyBcTBUTENBHOCTL MeToha cocTtasuna 91,7%, HO Takke BbisiBNeHo 232 Hocutena CFTR-myTauumn,
YTO NMPEBbILLAET OXMAaeMble nokasarenu [6,14].

Wccneposanua B KaHage n Utanuu nokasanu, 4to ypoBHu IRT MoryT npegckasbiBaTb BEPOAT-
HocTb pa3suTus CF y mnageHues c CRMS/CFSPID. YposeHsb IRT npu CF 3HaunTensHo Bbiwe (143,8
Hr/mn) no cpaBHeHuto ¢ CRMS/CFSPID (75,0 Hr/mn). Y mnageHues, y kotopbix CRMS/CFSPID co
BpemeHem nporpeccupoan B CF, atoT nokasartenb 6bin Bbiwe (108,9 Hr/mn), 4em y nauneHToB C
HeonpegeneHHbIM agnarHo3om (73,7 Hr/mn) [16,22].

Ha koHceHcycHom koHepeHumn ®onaa CF (2015) npeanoxeHo eguHoe onpegeneHne CRMS/
CFSPID, 4yto nossonuno yHudguumnposaTb avarHoctuky. Yactora BbiseneHns CRMS/CFSPID Ba-
pbMpyeTca B 3aBUCMMOCTU OT npoTokonoB CH, nHorga npesbias KonmMyecTBO NoATBEPXAEHHbIX
cny4vaes CF. Y 10-20% mnageHueB ¢ CRMS/CFSPID moryT pa3sutbca knnHuyeckme npusHakm CF,
ofHako y 6onbluMHCTBa 3aboneBaHne He NPOrpeccupyeT, a A0NroCPOYHbIE NOCNeACTBUSA OCTaKTCSA
HesACHbIMW. COBpPEMEHHbIE MPOrpaMmbl CKPUHUHIA HOBOPOXAEHHbLIX MO3BONAT 3PMEKTUBHO Bbl-
aBnatb CF, Ho npobnema CRMS/CFSPID Tpebyet ganbHenwero nsyvyeHus. KombuHauusa ypoBHen
IRT 1 reHeTMYECKMX TECTOB MOXET NOMOYb B NPOrHO3mMpoBaHun 3abonesaHus. BaxxHO ycoBepLueH-
CTBOBaTb anropuTMbl ANArHOCTUKM U HabrnogeHus, 4Tobbl obecrnevnTb CBOEBPEMEHHOE feYeHne
naumenTos [13,17].

CKpvHUHI HoBOpoOXAeHHbIX (CH) Ha mykoBucungos (MB) urpaet BaxHyto porb B paHHEM Bbl-
ABNeHnn 3abonesaHns, NO3BONAA CBOEBPEMEHHO Ha4yaTb fie4eHne 1 yry4ywnTb NPOrHO3 NauneHToB.
B nocneaHwue rogbl nporpamma CH Ha MB 3HauMTenbHO pacumpunach B pasfnuyHbIX CTpaHax, Yto
MO3BONNIIO OLIEHUTL €€ 3P(PEKTUBHOCTb, BbISIBUTb HEAOCTATKN M onpeaenuTb Byaylime Hanpasne-
Hus pa3utus. OcHoBHon uenbto CH siBnsieTcs BbissBNeHne mnageHues ¢ gnarHo3om MB, ogHako
Hepeako ObHapyXmMBaloTCA U Criydam ¢ HeonpeaeneHHbIM AnarHo30M, Takue Kak Metabonuyeckui
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CUHOPOM, CBSI3aHHbIN C TpaHCcMeMbpaHHbIM perynsatopom nposogumoctn CFTR (CRMS) unu no-
NOXUTENbHbIAN HEOKOHYaTeNbHbIM AnarHo3 ckpuHuHra CF (CFSPID). B gaHHoM 0630pe paccmoTtpe-
Hbl COBPEMEHHbIe UCCnedoBaHus, Kacawwuecs peanusaumm nporpamm CH, 4yyBCTBUTENBHOCTU U
CNeunUYHOCTM TECTOB, a TaKkKe KIMHUYECKOrOo 3Ha4YeHus BbisiBNEHHbIX criydaeB CRMS/CFSPID
[7,13,17,20].

CkpuHUHr HoBopoxaeHHbIX (NBS) Ha mykosucumaos (CF) ctan BaxHOW cTpaTterMen paHHero
BblsiBNEeHWs 3aboneBaHunsi, CNOCOBCTBYS CBOEBPEMEHHOMY Hayarny Tepanun u yry4LleHno NporHosa
naumeHToB. OgHaKO OOHUM U3 CIIOXKHbIX MOCEeACTBUIN PaCLLUMPEHHOIO rEHETUYECKOro TECTUPOBAHNSA
ABNSAETCS BbISABIEHME AeTen C HeonpeaeneHHbIM OMarHo3oM rnocne nonoXUTenbHOro pesynesrara
CKPUHUHra. 3TK MnageHubl 0603Ha4YaloTCa Kak umetome metabonmyeckun CMHAPOM, CBA3aHHbIN C
perynatopom TpaHcmembpaHHon nposogumoct (CRMS) B CLUA 1 kak nonoXuTenbHbIA CKPUHUHT
CF c HeonpegeneHHbiM anarHo3om (CFSPID) B EBpone. Oba TepmMumHa MCNONb3yTCA B3anmo3ame-
HaeMo, hopmupysa eanHoe mexayHapogHoe obo3HavyeHne CRMS/CFSPID [6,18,19,22].
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