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Ieab: BbIABUTH 4aCTOTY U ONTHUMHU3UPOBATH
MUATHOCTHKY HapyIIEHWH YTIeBOAHOTO oOMeHa y
JeTei OOTBHBIX MYKOBUCIIHI030M.

MarepuaJjnbl U MeToAbL. obcienoBanu 43 ma-
[IHEHTa CO CMEMIAaHHOW (OpMOW MYKOBHCIH]I03a
(MB), cpenu KOTOpBIX 7 4eIOBEK — JeTH OT 1 10
3 net, 20 namuenToB ot 3 j10 11 et u 16 mogpoct-
KOB B Bo3pacte ot 11 no 18 net. Bcem manuentam
MPOBOJUIN OMOXMMHUYECKHI aHAW3 KPOBH; HC-
cienoBaiu ypoBeHb HbAlc, uncynuna, C-nentu-
ma wmetomoM H®DA ¢ TIOMOIIBIO PEAaKTHBOB
Immunotech (Yexwus), onpenensin TUTP aHTUTEI
K P-kaeTkam momkenymouHoi sxenessl (ICA), un-
cymuay (IAA), rmyramatnerunaporenase (GAD)
MeTogoM U®DA, nns UCKIIOYCHHS IPYTUX (GOpM
caxapHoro aua0era. [lanmentam crapiie 3Xx JeT
BBITIONIHSUTM ~ OpPajbHBIH  TJIFOKO30TOJIEPAHTHBIN
tect (OI'TT). Hapymenus yrieBogHoro oOMeHa
JIMAarHOCTUPOBAJIM  corlacHO kputepusim  BO3
(ISPAD 2018). Ans OHEHKHM YyBCTBUTEIBHOCTH
TKaHEeH K WHCYNHNHY, B XOJIe HCCIeIOBaHUs, OBIITN
BbluncieHbl uHaekcsl Homa u Caro. omnonHu-
TenbHO 31 manueHTy, cpean KOTopsix 15 nereit ot
3 no 11 met, ocTanbHBIC MOAPOCTKH, OBLIO MTPOBE-
JIEHO CyTOYHOE€ MOHHMTOPHPOBAHME TIIOKO3BI KPO-
Bu (CGMS-Continuous Glucose Monitoring
System) ¢ nomouisto MiniMed Paradigm 722. Taxk
JKe BCEM JIETSIM MPOBENIM MOJIEKYIISIPHO-TeHEeTHYe-
CKO€ HCCIIeIOBAHNE, HATIPABICHHOE HA BHISBICHUE
pa3nuuHbBIX BapuaHToB MyTamuii reHa CFTR
(TpaHCMeMOpaHHBIN PEryasaTop MYKOBHCIIHIO3a).
3a «rsxensle» myTanuu B rene CFTR npunnma-
mu mytaruu I, 11, u 11 kmacca: DF508, G542X,
G551D, R553X, WI1282X, N1303K, 1677delTA,
621+1G-T, 1717-1G-A, CFTRdele2,3(21kb). My-
tarmuu IV u V xmaccoB (R117H, 3849 + 10kbC-T,
R347P, T338I, G551S, oTHECTH K «MATKHAM.

Pesyabrarsl. Ilo pesynbraTam OpajibHOTO
riroko3oTonepanTHoro tecra (OI'TT), mapyme-

Hus yraeBogHoro oomena (HYO) Obam BBIsSBIIC-
HBl y 12 obcnenoBanHbiX (28%). Ilpuuem myko-
BHCIIH/I03-aCCOIMUPOBAHHBIN caxapHbI auader
(MBCJl) 6bl1 guarHocTUpoBaH y 8 MaIlMEHTOB
(19%) n3 Hux 1 pebenok Bo3pacta ot 3 go 11 mer
u 7 — TMOAPOCTKH, HAPYIICHUE TOJIEPAHTHOCTHU K
riroko3e (HTI') auarnHoctupoBaHo y 4 OONBHBIX
(9%), u3 Hux 1 pedbeHok oT 3 jeT U 3 MOAPOCTKA.
HYO B rpymnme TOApPOCTKOB paclpeneInuIiCh
cienywomum obpazom: B 19% cinyuaes HTT, B
43% cmyuaes MBC/I. Y neteit B Bo3pacTe oT 1 110
3 et HapyIIeHUH yTIIeBOAHOT0 OOMEHa HE BHISB-
JICHO.

[lo pesymnbpraram pacdyéTa HHAEKCOB WHCYIHHO-
pesuctentHocTd (Homa u Caro), y manueHToB C
HYO B 71% cny4aeB oTMedalioch CHM)KEHHUE WH-
nexca Caro (<0.332) ma 120 munyte OI'TT, uro
CBHJICTEILCTBOBAJIO O HAJIMYUHU y HUX HHCYJINHO-
PE3UCTEHTHOCTH, B TO BpeMs KakK, Y JIeTei ¢ HOp-
MaJbHBIM YTJICBOAHBIM OOMEHOM JaHHbBIE MHICK-
CBI COOTBETCTBOBAJIH peePECHCHBIM 3HAYCHU M.

Jnsi AMarHOCTMKM W OLECHKH KOMIICHCAI[UU
HYOy nereii ¢ MB onpenensuin yposeab HbAIC.
Cpennuii ypoens HbAIC y nereit ¢ MBC]] 7,3
+3,4% (ot 4,2 no 14,6%) B TO BpeMs Kak, B rpyI-
e nererr ¢ HTT 6,3 £0,38% (ot 6,0 mo 6,8%).
Cpennuii yposenb HbA1C B rpymme neteit ¢ HOp-
MaJIbHBIM YTJIEBOAHBIM OOMEHOM COOTBETCTBOBAI
Hopme u coctaBun 5,8 £0,3% (ot 5,4 10 6,2%).

[IpoBenenne CGMS cpenu Bcex 00CIeqyeMbIX
MO3BOJIUIIO BBIABUTH THIEPTIUKeMUio y 25 u3 31
nanneHToB (81%), B To Bpemsa kak, HYO mo pe-
3y/nbTaTaM CTAaHJAPTHBIX METOAOB JHArHOCTHPO-
BaHbl TOJBKO B 28% cmyudaeB. Ctoifkast mocT-
MpaHualbHAS THIEPTIIMKEMUS TIPU MPOBEJICHUN
CGMS wyame BbIsSIBISATIACH Y TOAPOCTKOB (91%) u
pexe y mereit ot 3 mo 11 met (64%).

[IpoBeneHHOE MOJIEKYJISIPHO-TCHETHUECKOE HC-
ClIeJJOBaHWE TOKa3ajo, 4To Yy 32 TalueHTOB
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(74,4%) obutn BeIsiBiieHbl MyTanuu delF508 rena

CFTR, npuuem y 12 U3 HUX B TOMO3UTOTHOM CO-

crostnuu u 'y 20 (46,5%) B KOMIIayHze C IPYyTUMHU

HEUJICHTU(DUIIUPOBAHHBIMU MYTAIUSIMH, WJIH C

takumu, kak CFTRdele2,3(21kb), NI303K,

W1282X, R334W, 2184insA, 2143delT, To ecTh OT-

HOCHUJIUCH K «TSIKEITBIM.

YacToTa HapylIeHHWH YTIEBOAHOTO OOMEHA JIH-
ArHOCTUPOBAHHBIX, CTAHJAPTHBIMU METONAMHU, B
rpyTmIe aeTeil ¢ 0oiee YaCTBIMH «TSKEIBIMI» MY-
taruamMu rega CFTR-delF508 cocraBuna 35%.
Bcee cnywan MB-CJl Obut AMarHOCTUPOBAHBI Y
MalUEeHTOB JaHHOU T'PYIIIIHI.

I'pynna 6onpHEIX MB ¢ «MATKUMI» MyTanus-
My, ommmuHbiMH oT F508del, cocraBmma 12
(25,6%) maumenTos, y 5 (9,3%) U3 KOTOPBIX MyTa-
MM  OKAa3ajuCh  HEUJEeHTU(UIHPOBAHHBIMHU.
B nmanHO# rpynne HapylleHWH yTIEBOIHOTO 00-
MeHa He 3apeTUCTPUPOBAHO.

Mexnay Tem, npu nposeaenrnu CGMS snu3o1bl
CTOMKOM TUIEPIIIMKEMUs OBLIU 3aperucTprupoBa-
HBI y BCEX MAI[MEHTOB C «TSKEIBIMU» W JUIIb Y
2 NOJPOCTKOB C «MSTKUMM» MYTalUSIMH.

BriBoabl.

1. Y oOcnemyembIx AeTeil, cTpalalonuX CMemaH-
HOW (popMOV MYKOBHCIIMJI03a YacTOTa Hapy-
IIeHWI yTIIIeBOAHOrOo oOMeHa, B TOM YHCIe ca-
xapHoro naua0era, oOKa3ajach JIOCTOBEPHO
BBIIIE TOMYJISAIMOHHON U cocTaBuia 28%. Jlo-

croBepHo vaine (chi2=12,57; p=0,014) napyiue-
Hus yraeBogHoro oomena (HYO), B Tom umcie
n MBCJ] BcTpeuanucs y aereit crapuie 11 ner,
WX 9aCcTOTa yBEIUIUBAIIACh C BO3PACTOM.

B pesynbprare pacuéToB MHAEKCOB MHCYJIUHO-
PE3UCTEHTHOCTH, KOTOPBIE OMPEACISIIUCE C
LEJNbIO BhIABICHUS BO3MOKHBIX HYO y nereit
¢ MB, nonyuunoces cuuxenne wnnpaekca Caro
(<0.332) ma 120 munyte OI'TT y GonpmuH-
cTBa 00cienyeMbiX. MOKHO MPEIIOI0KHUTH,
9YTO Hambojee BEPOSITHOW NMPUYMHON pa3BHU-
THs HapylICHUH YTJIeBOJAHOTO oOMEHa y Je-
Tel 00IBHBIX MYKOBUCITUIO30M SIBISCTCS UH-
CYJTUHOPE3UCTEHTHOCTD.

UcnonszoBanue CGMS mo3BONSET BBISBUTH
CTOMKYIO THUNEPIINKEMHUI0 y neteit ¢ MB 3Ha-
YUMO Yalle 4eM, IMPUMEHCHHE CTaHIapTHBIX
MetonoB guarHoctTuku HVYO. Takum oGpasom,
MPOBEIEHHE CYTOYHOI'O MOHHUTOPHPOBAHUS
TIIFOKO3BI 11esieco00pa3Ho y 0osbHBIX M B, Tak
KaKk JaeT BO3MOXXHOCTh 3aperHCTPUPOBATH
CKPBITBIC TUMNEPTIIUKEMUHU, HE NHATHOCTUPYE-
MBbI€ CTAHAAPTHBIMUA METOJAMH.

Hapymienus yrieBomHOro oOMeHa, B TOM YHC-
ne MBC]l, garie AuarHoCTUPYIOTCS y TIAIHCH-
ToB uMetrormux myrtamnuio delF508 rema CFTR B
TOMO3UTOTHOM COCTOSIHUM M B KOMMAyHJE, TO
€CTh B TPYMIE MAIMEHTOB MMEIOIINX «TsKe-
nele» myTtanuu B rene CFTR.
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