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KIMHMKO-reHeTHYecKas XapakTepiucTUKa MYKOBUCIIUI03a
y Aeteii B OpeHOYprcKom peruoHe

I. bywuna, M.A. Ckaukoesa, E.I. Kapnosa

Clinicogenetic characteristics of cystic fibrosis in children from the Orenburg Region

G. Bushina, M.A. Skachkova, E.G. Karpova

OpeHbyprckasa rocygapcTBeHHas MeamumHekas akaaemmns

Ha ocHoBanuu KomILIeKCHOTo oocienoBanus 40 nereii ¢ MyKOBHCIUI030M, NPOKUBAOMKX B OpeHOyprckoi 00.1acTi, 00HapyKeHo,
YTO HauboJIee TsKe/Ioe TeueHne 3a00IeBAHUS C PAHHUM TPOSIBJIEHMEM CUMIITOMOB XapaKTepPHO IS 00JbHbIX ¢ MyTanueii delF508
W HEYTOYHEHHBIM THIIOM BTOPOii MyTanuu. Tosbko npu mytauuu del21kb, Berpeyaromeiics B 5 pa3 yamie B OpenOyprckoii odnacTu,
4em B cpemHeM 10 Poccnn, y Ha0mogaeMbIX GOJIbHBIX 0TMEYEHbI PAHHHE M CTOMKME MPU3HAKH JUJIATAIMK ToJiocTeil cepaua. Ilpn
MPOBeIeHUN COBPEMEHHO! TePANUM YAAeTCs YAYYIHTh MOKA3aTe/ I HyTPUTHBHOTO CTATYCA AXKe Y OOJBHBIX C TSIKEIbIM Te4eHHeM
3a00JeBaHus.

Karouesvie crosa: demu, mykogucyudos, mymayuu.

The comprehensive examinations of 40 children with cystic fibrosis, who live in the Orenburg area, have revealed that the severest
course of the disease with its early manifestation is typical of patients with delF508 mutation and the unspecified type of the second
mutation. The early and persistent signs of cardiac dilations are observed in the examinees who have only del21kb mutation that
occurs 5 times more frequently than average in Russia. Current therapy can improve nutritive parameters even in patients with the

severe course of the disease.

Key words: children, cystic fibrosis, mutations.

0GOpaTOPHBIX TAHHBIX Yy OOJLHBIX MYKOBHUCIIMIO30M
nereit, nmpoxuparoimnx B OpeHOyprcKoit 06JacT U mpo-
LIEIINX TeHeTUYeCcKoe 00ceI0BaHuE.

[poBeaeHO KOMIUIEKCHOE KJIMHUKO-J1a00paTopHOe
00cJieloBaHUE C KCMOJb30BAHUEM KOMILIEKCA KJIMHU-
YeCKUX W J1ab0opaTOPHO-MHCTPYMEHTATBHBIX METOIOB
40 meTstM, OOJIBHBIM MYKOBHCITUIIO30M, B TOM YHCJIC BBI-
SIBIICHHBIM TI0 TIPOTPaMMe MacCOBOTO CKPMHWHTa HOBO-
POXIEHHBIX.

MonekysipHO-TeHeThYecKue ucciaenoBaHus (24 pe-
OeHKa B TOM uuciie 15 neBovek, 9 MaJbunMKOB) OCYIIECT-
Bastiich B CaHkr-Ilerepoyprckom HUW akymiepcrsa u
rudekojoruu PAMH um.[1.Otra (J1abopaTopusi mpeHa-
TaJIbHOW JMAarHOCTUKU) W MeIMKO-TeHeTUISCKOM Ha-
yuHoM 1ieHTpe PAMH (Mocksa). Bo3pacr aereii Obu1 OT
7 mec 1o 20 net: 1o 3 net — 4 pedeHka, ot 3 10 7 et — 8§,
ot 7 1o 13 net — 6, ot 13 mo 18 et — 2, crapie 18 et —
4 nereit. Y BcexX OOTBHBIX AMATHOCTUPOBAHA CMEIIaHHAsI

I ICJ'IBIO nccCjaea0BaHuAa ABUJICSA aHAJIM3 KJIMHUKO-JIa-
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Anpec 11 koppecnongenuuu: byimmna Mapuna [eoprueBHa — acn. Kadeapsl
rocnuTaabHoU neauarpun OpeHOYpPreKoii Tocy1apcTBeHHOM akaaieMUK
CkaukoBa Maprapura AjieKcaHIpoBHa — I.M.H., Ipod., 3aB. Kadeapoit roc-
MUTATBHOI TIeANaTPUN

Kaprnosa Enena [eoprieBHa — K.M.H., 101l Kadeapbl TOCITUTAIBHOI TTequaTpun
460000 Open6ypr, yi. CoBerckas, 1. 6

¢dopma 3aboJieBaHUsL: y 7 — CpemHsIsl CTeNIEHb TSIXKECTH,
y 17 — Taxenasi. Bnepsble 1uarHo3 AeTsM ObUT yCTAHOB-
JieH B Bo3pacte oT 1 mec no 13 net. [TozaHee ycraHoBIe-
HHE IMarHo3a ObIJI0 OOYCIOBJICHO ITJIOXOM OCBEIOMIICH-
HOCTBIO Bpaueil M HEOOOIEHKOU COCTOSITHUSI OOJIBHOTO
MEIMIIMHCKUM TiepcoHasioM Oojiee yem B 1/3 ciydaes,
Y OCTaJIBHBIX IETEl POMUTEIM HE OOpAaIIaiCh 3a MEIH-
L[IMHCKOI ITOMOILBIO.

Mytanuu oboux ajieneir reHa MYKOBUCIMIO3HO-
T0 TpaHCMEMOPAHHOTO pEryJisTopa IPOBOIUMOCTHU
(MBTP), oTBeTCTBEHHOTO 3a pa3BUTHE MyKOBUCIIMI03a,
OBLTM BBISIBJICHBI Yy 9 JeTeii, MyTallud OMHOTO U3 ajule-
Jeit — y 12 nauuveHToB. Y 3 u3 24 60bHbIX MyTallUU HE
OOHapyKeHBbI.

B crnexkrpe myrtauuii npeodnananu delF508 (6osee
1/2 aneneil, MOJOBUHY W3 HUX MPEACTABISIIA TOMO-
3urotel) u del2lkb (6onee 1/4 anneneit). MyrtaHTHBIE
aymenu R347P, R334W, R553X, 394delTT BcTpeuanuch
KaXIBII TI0 OMHOMY citydato. OcTainch HEYyTOTHEHHBIMU
18 13 48 MyTaHTHBIX aJlIeJeit.

[lepBble CUMIITOMBI 3a00JIeBaHUSI Y TETEPO3UTOT TIO
delF508 B komnaynze ¢ del21kb HaGoga1MCh B BO3pacTe
ot 1 mec 1o 2 jet (3 pebeHka c Tsxkeaoit popMoit) U B
4 roaa (dbopma cpefHeil CTENMEHU TSKECTU), B TO BpeMst
Kkak y romo3urort 1o delF508 — k 2 rogam xkxu3Hu (y o6oux
cMenTaHHas hopMa, TSDKEJTON U CpeTHel CTETICHU TsKec-
TH). Y neteil ¢ HeYTOYHEHHBIMHM MYTaIlUsIMKA OTMeUasiach
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paHHsIs (10 2-MecsSIYHOTO BO3pacTa) MaHUdecTauus 3a-
0oJIeBaHUST B BUIE COBOKYITHOCTH KWIIIEYHOTO U JIETOY-
HOTO CUHIPOMOB.

VYV nopapisionero O0JbIIMHCTBA OONBHBIX C TSIXKe-
JIBIM TeYeHHEeM MYKOBHUCIIMIO03a aHTCHATAJIbHBIN TIEPHOJT
OBIT OCIIOKHEH HAIMIUEM XPOHMUYECKON BHYTPUYTPOO-
HOI TMTIOKCUY TIIO/Ia, TOKCUKO3aMU, YTPO30il TIpephiBa-
HUS, aHeMuel, 3 peOeHKa POAMINCH HEMOHOIIEHHBIMU.
YV GoJibLIMHCTBA OOJIbHBIX OTMEUYAIOCh OTCTaBaHUE B (pu-
3MYECKOM Pa3BUTUH C TTEPBBIX MECSIIIEB XKU3HU, TOTIa KaK
MPY CPETHETSKETIOM TeUEHUU 3200J1eBaHUS ObLIO XapakK-
TEpPHO OoJiee TTO3MHEE Pa3BUTHE KIMHUICCKUX TTPOSIBIIC-
HWI1 He3aBUCUMO OT TUTIa MYTalliH.

Jlo BepuduKaMu auarHosa 7 aeteil HaOJIOIalucCh
B TPYIIE YacTO JUTUTEIHLHO OOJICIOMMX, 6 — TI0 ITOBOMLY
PEIUANBUPYIONIETO OOCTPYKTMBHOTO OpOHXUTA, 3 —
B CBSI3M C TUTIOTpOdUEii, | — ¢ XxpOHUIECKUM SHTEPUTOM.
[TepBbie mposiBIeHKs 3a00JI€BaHNS B BUIE KUIIIEIHOTO U
JIETOYHOTO CUHIPOMOB Y OOJIEHBIX TTOSIBUTMCH B BO3PACTe
ot 1 mec o 5 siet.

V nereii ¢ TSKENBIM TeueHUeM 3a0051eBaHuUs ObLITU 00-
HapyxeHbl MyTaruu delF508 (y 12), del21kb (y 6), R347P
(y 1). He 6bun yrouHeHs! 15 u3 34 mytauuii. OcCHOBHbIE
KIMHUYCCKUE TIPOSIBIICHUSI ¥ 3TUX OOJBHBIX — XPOHU-
YeCKUIT OOCTPYKTUBHBIN OpOHXUT (6 meTeil, n3 Huxy 4 —
THOWHBIA OpOHXMT), pa3BuThe JierodyHoro cepaua (7).
Y Bcex OOTBHBIX UMEIOTCS TIPU3HAKN XPOHUIECKOM ITaH-
KpeaTUJeCcKoll HETOCTaTOYHOCTH, CUMIITOMBI (hOpMU-
poBaHusi uuppo3sa nedyeHu (y 5), xonecraza (y 1). [1pu
OIICHKE HYTPUTUBHOTO CTaTyca YCTAHOBJICHO, UTO Y IETeH
B Bo3pacTe 3—7 JIeT MacCOpPOCTOBBIC MTOKA3aTe I COOT-
BETCTBOBAJIM HOPME, YTO BO3MOXKHO CBSI3aHO C CBOEBpe-
MEHHOI TTIOCTAHOBKOW JMarHo3a W aJeKBaTHOW Tepariv-
eit. Hanbosee BbIpaxkeHHBIE U3MEHEHUST HYTPUTUBHOTO
cTaryca B BUIIE 3HAUUTEILHOTO CHIDKEHUS MHIEKCa Mac-
ChbI TeJla OTMeUEeHbI y 3 00JIbHBIX B BO3pacTe cTapiie 18 jget
C TIOJIOKWUTEIBHOW IMHAMUKOW Ha (hOHE TIPOBEICHUS

TTOJTHOLIEHHOM COBPEMEHHOM Teparmu.

VY nereit co cpenHelt CTENeHbIo TSKeCTH 00Ie3HU 00-
HapyxeHbI cienytomue myTtamuu: delF508 (y 6), del21kb
(y 2), R334W, R553X, 394delTT (o 1). Takum obGpa-
30M, U3 14 mpenronaraeMbIX MyTalluii He YTOUHEHBI TPU.
Y Hocureneit mytauuu delF508 B GosbIIMHCTBE CyyaeB
OTMeYaJsics XpOHUYECKUit OpoHxUT, B 1/3 ciyyaeB — racr-
pONYOACHUT, XojecTa3, B 1/2 cillyyaeB — OTCTaBaHUE
B pu3MUECKOM Pa3BUTHH, XPOHUUIECCKAsT ITAHKpeaTnJIec-
Kasi HeI0OCTAaTOYHOCTD (Y OJIHOTO M3 3TUX JETeil TeHOTHI
delF508/R334W, njist KOTOpOTO, MO JaHHBIM JINTEPATYPHI,
HEXapakKTepHO TOpaXeHWe TOMKETYIOTHOM XKeIe3bl).
V¥ 1 pebenka ¢ reHoturnom delF508/del21kb nepBbie mipo-
SIBJICHUSI 3a00JICBAaHUST OTMEUCHBI C 4 JIeT, W, HECMOTPS
Ha OTCYTCTBHE TepaIliy, KIMHUYECKasl KapTUHA OJIIKe
K JIETKOMY TeUeHM10. Y BceX O0JIbHBIX B HACTOSIILEE BpeE-
MsI MACCOPOCTOBBIC TMTOKA3aTeIM COOTBETCTBYIOT BO3pacT-
HBIM HOpMaM.

[lpu ompeneneHUM XJIOPUIOB TIOTA KJIACCUICCKUM
tectoM ([166coH, Kyk 1959) u npu nomoiuu anmnapara
«Makponakr» dupmbl Wescor (CLLIA) camble BbICOKHE
ToKa3aTe I ObITM OOHAPYXKEHBI Y NeTeil, UMEIOIITNX MYy-
tauuu 394delTT (191,55 mmonb/n) u reHorun delF508/
delF508 (154 u 156 mmonb/n). Hanbosee HU3KM moka-
3aTesib (57 MMOJIb/JT) BbIsIBJIEH Ipu MyTauuu R553X.

Takum oOpa3oM, Ha OCHOBAaHMU TPOBEAEHHOTO HC-
CJICOBAHWS BBISIBJICHBI KJIMHUKO-TEHETUYECKUE OCO-
OCHHOCTM MYKOBHCIIMIO3a y HETei, TPOKUBAIOIINX
B OpenOyprckoii obnactu. [lokazaHo, 4To mjs AeTei
¢ myrauuein delF508 u HeyTOUHEHHBIM THUIIOM BTO-
poil MyTalluM XapaKTepHO TsKeJIoe TeueHue OOJe3HU
C paHHUM TIPOSIBJICHUEM BCEX CUMITTOMOB 3a00JIeBaHUS.
PacnipoctpanenHocts myTtauuu del21kb B pernone co-
craBuia 27,6%, 94To BBIIIE CPETHEPOCCUMCKIX TaHHBIX
(4—4,5%). Tonbko Mpu 3TOM MyTallMKU y HaOIIOgaeMbIX
OOJILHBIX OTMEUEHBI pAaHHWE Y CTOMKIE TTPU3HAKY JTHJIa-
TallMy MOJIOCTEN cepana.

IMocrynuna 20.01.09
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