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.B. I'ypuna

YACTOTA BbIAB/IEHUA MYTAILINN del F 508 TEHA
MYKOBUCIHNOO3A B ITOIIYTAONN TOPOJA HOBOCUBINPCKA
N EE CBA3b C PA3JIMYHBIMU BUJAMMU ITATOJIOT'MN

'Y HUU repanuu CO PAMH, HoBocubupck

Llesnbto Hamtell paboThl ObLTO (haKyabTaTUBHOE M3ydeHUe yacToThl MyTamuu del F 508 rena myko-
BUCI[M/I03a B IIOMYJISAINU 45-69 JieT, 06ciIe[0BaHHBIX B paMKax MeskayHapoaHoro npoekta HAPIEE,
U XapaKTePUCTUKA PA3JIUYHbIX BUIOB IIATOJOTUY Y JIIL, UMEIONINX AaHHYy0 MyTanuio. Obiee ync-
JI0 06CJIeyeMbIX cocTaBuIo 9397 My KUMH U JKEHIIKMH, KOTOPBIM ObLIO TIPOBEAEHO MOJIEKYJISIPHO-
reHeTUYEeCKOe MCCJIeloBaHKe Ha BbissBjieHue MyTanuu faeibra F508. lanHas MmyTarust Oblia oOHa-
pyxena y 109 gemoBek, uto cocrasisier 1,15%. B rpymme Juil, SBISIONMXCS T€TEPO3UTOTHBIMU
HOCHUTEJISIMU TeHa, yacToTa XpoHudeckux 6porxutos i XOBJI u jxemuekameHHolt 6oJe3HH, IO
JAHHBIM OIpoca, coctaBuia 24,7 u 11,9% cooTBeTCTBEHHO, UTO MPE/IoJaraer MopakeHne 9K30K-
PUHHBIX JKeJIe3 KaK KJIMHUYECKOe MPOsIBJIEHNE CTEPTHIX (hoPM MYKOBUCIIM/I03a U BIUSTHIE TeHETHU-

yeckux (haxTopoB Ha hopMupoBaHUe (DeHOTHTIA.

Kirouessie cioBa: mykosuciuos, myranus delF508, rerepo3urornoe HOCUTEIBCTBO

BBenenue

Myxkosuciugos (MB) orHocuTess k Haubosiee
pacIpoCcTpaHeHHBIM FeHETHYECKH 1€ TEPMITHUPOBAH-
HBIM 3260JIEBAHUSAM C AYTOCOMHO-PEIECCUBHBIM TH-
TIOM HACJIeOBAHUS M XapaKTEPU3YETCsI ITOPakeHueM
DK30KPUHHBIX Kejie3. Yacrora 3abosesaemoct MB
B DAa3HbBIX MOIYJIAIMAX CYIIECTBEHHO BapbUPYeT,
cocraBigasa B Poccuu ot 1:4860 no 1:12 300 skuBbIX
ponumuxcs [1]. [To gaaHbIM CKPUHUHTA, TIPOBEIEH-
HOTO B CEBEPO-3aIaHOM pernoHe Poccuu, Kaxblii
62-11 ;KUTEJh SBJISIETCS HOCUTEIEM MAaXKOPHOI MyTa-
muu gessra F508 [2]. Tlo onenke BO3, B Mupe esxe-
rofHo poxaaercs 45-50 Toic. 6osbHBIX M B, a umciio
TeTepPO3UTOTHBIX HOCHUTEJIEl TeHa HACUUTHIBAET MHO-
THe JeCITKU MULTHOHOB. MHTepec k mpobJieme rete-
PO3BHUTOTHOTO HOCUTEJNBCTBA TeHa M B nostBuiics ysxe
B 60-70-x Tozax, KOT/Ia cTaja sSICHA TeHHAas MPUpo/a
MB wu He cTaBWICS TOA COMHEHHE ayTOCOMHO-pe-
IIECCUBHBIN THIT HACJIEOBAHUS. JTO IMPEAIOIATaeT,
4TO POAUTENTH MPOOAHIOB, SABJSSACH OOJUTATHHIMU
HOCUTEJSIMU T€HAa B TETEPO3UTOTHOM COCTOSTHUH,
JIOJKHBL OBITH (hDEHOTUMUYECKU 30pOBbL. OHAKO
OBLJIO  3aMEUEHO, YTO TETEPO3UTOTHOE HOCUTENb-
CTBO HAKJIAIBIBAET OIpeNeJeHHBII OTIEYaTOK Ha
(eHoTHIIMYECKHE OCOGEHHOCTH MHAMBHAyyMa [3].
UccnenoBanus, mpoBeeHHbIE OTEYECTBEHHBIMU U
3apyOeKHBIME ABTOPAMU B TOT MIEPUOJL, HE JaJIU Ofi-
HO3HAYHBIX PE3YJIBTATOB U OCTABUJIN BOIIPOC OTKPHI-
ThIM. [IpUOIN3UTENBHO B TO K€ BPEMSI MOSIBUJIUCDH
paboTHI, MOKA3aBIITHE, YTO OCOOEHHOCTH Pearnposa-
HUSI OPTaHM3Ma HA BHEITHIE areHThl U CKJIOHHOCTb
K BO3HUKHOBEHUIO O0JIe3HEN BO MHOTOM CBSI3aHBI CO
CTPYKTYPHBIMU XapaKTEPUCTHKAMHU JEHKOIIUTAPHBIX

BIONIETEHb CO PAMH, Ne4 (122), 2006 r.

AHTUTEHOB. JTU MCCJIEMOBAHUS KAacaJuch B OCHOB-
HOM GOJIe3HEH ¢ HACJIEACTBEHHOMN MPEPACTIONOKEH-
HOCTBIO, ¥ JINTIIH OT/IEJIbHBIC aBTOPBI PACCMATPUBAJIN
MaHHbBII BOIPOC KaK COOCTBEHHO TEHETUYECKYIO Ma-
Tojoruio [4,5,6]. Murepec k npobieMe BIUAHUSA Ha
(beHOTUTT TETEPO3UTOTHOTO HOCHUTEJNBCTBA TeHA Ha
HOBOI OCHOBE BHOBb BO3HUK IOCJIE OTKPBITUS I'eHa
MB, korma cKpMHMHTOBBIE MCCIETOBAHUS TOATBEP-
JIUJTA €TO IUPOKOE PAcIpOCTpaHeHre B MOIYJISAINN.
Onnako B HacTOsAIIEe BpeMsi BOTIPOC IaJieK OT pelie-
HUS, T03TOMY YTOUHEHWE BIAUSHUS MyTaHTHOTO I'eHa
B TETEPO3UTOTHOM COCTOSTHUM Ha TIPE/IPACTIONIONKEH-
HOCTb €r0 HOCHUTEJEH K OIpe/IeIEHHBIM 3200IeBaHN-
AIM U U3y4eHre BKJIaJla B ee Peayin3aiio HEKOTOPBIX
apyrux (GakTopoB MMeeT GOJBIIOE TPAKTHUECKOE
3HaueHUeE.

Ilenxp wucciregoBaHUA: W3YYNUThb YACTOTY Te-
TEPO3UTOTHBIX HOCUTEJNEH B MOMYJAIUM TOpoaa
HoBocubupcka, a Takike 4acTOTy TATOJOTHU Opra-
HOB /IBIXaHUS M JIPYTON MATOJOTUU y TETEPO3UTOT-
HbIX HOcHUTeseir MB kak (peHoTumnmmueckoro mposis-
JieHust Mytaiuu neibsra-F508.

MarepuaJiibl 1 METO/IbI

O6cneioBata penpeseHTaTUBHAs BHIOOPKA JKHU-
Teseil aByX paiionos ropoga Hosocubupcka (9397
MY>KYUH ¥ JKEHIIUH) B Bo3pacTe 45-69 jieT B paMKax
Mexxaynapoanoro npoekta HAPIEE. VccnenoBanue
MPOBOAMJINCE TI0 aHKeTe «OIPOCHUK O COCTOSIHUU
3/10POBbS M HaINYUU (PAKTOPOB PUCKA CEPAECYHO-
COCYNMCTHIX 3abosieBaHuii>. Becem JmiaM BBITIOJN-
HUJW  MOJIEKYJISIPHO-TEHETHYECKOe HCCIeIoOBaHMe
Ha HanboJIee YacTO BCTPEYAIONIYIOCA MYTAIMIO TeHa
MyKoBHCIU03a gesbra F508. TlosyueHHble gaHHbIE
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00paboTaHbl CTATUCTUYECKU C KCIIOJb30BaHUEM I1a-
keta SPSS.

Pesyabratsl 1 06CyK/1€HIE

B pesysabraTe mMpoBefieHHBIX MCCIEOBAHUH BbI-
SIBJIEHO, 9TO 9aCTOTA F€TEPO3UTOTHOTO HOCUTEIHCTBA
HanboJsiee PACIIPOCTPAHEHHOW MyTalluM COCTaBUJIA
1,15% B ropoze HoBocubupcke y il B Bozpacrte 45-
69 JteT, U3 KOTOPBIX JA0JISI MYKYHH cocTaBuia 45,6% u
JKeHINH 54,4% cooTBeTcTBeHHO. [10 maHHBIM OTTpOC-
HUKa HanboJjiee YacTo BBIABJIAIN YKa3aHUE Ha XPO-
HUUYECKYIO OOCTPYKTUBHYIO 00JI€3HB JIETKUX, OPOH-
XHAIBHYIO aCTMy, MIIEMUYECKYI0 OOJIE3Hb CEpIa,
1epeOpPOBaCKyYISAPHbIE HAPYIIEHWs, apTePUATbHYIO
TUTIEPTEH3UIO, PaK, SI3BY JKETYIIKA, KeTUCKAMEHHYTO
60J1e3Hb, TOYETHOKAMEHHY IO H0JIE3Hb, ATOITMIECKYIO
9K3eMy W JpyTHe BBl a/IepTHii, OOJME3HN TO3BO-
Hounuka. CpaBHUTENbHASA 9aCTOTa IIPEJCTABICHA B
mabauye 1.

Tabnuya 1
Yacmoma ecmpeuaemocmu pasauuHoi namono2uu
6 NONYNAUUU Y 2eMePO3UZOMHBIX HOCUMETIEl MYMauuu
del F 508 2ena myxosucyudoza 6 cpasnenuu
¢ uacmomoti 8 06weli 6bL60PKe (MYNCHUN U HCEHUUH
6 6o3pacme 45-69 nem)

Ob6masa I'pymma ¢
rpyIia MyTaIuei
3aboneBanus — 9397 — 109 P
4EJI0BEK 4EJI0BEK
abc % | abc | %

Xpoumq?cxme 3a60J1eBa—U 2137 | 22.8 | 27 | 24.7 | <0,001
HUSI JIBIXaTe/IbHbIX Ty Teil
Acrma 284 | 3,0 6 5,6 | <0,001
ATonunyeckast 9K3emMa 300 | 3,2 2 1,8 | <0,001
Anneprust 1329 | 14,1 | 18 | 16,5 | <0,001
Bose3nn mo3Bonounnka un 6146 1 654 | 76 169.7 | <0.001
CyCTaBOB ’ ! ’
AprepuajibHast TUTIEPTEH- 4955 1527 1 68 | 62.4 | <0.001
3UA ’ ’ ’
WNmemuyeckas 60J1e3Hb 1598 | 162 | 23 | 21.1 | <0.001
cepiua ! ! ’
Wucyibr 458 | 4,9 5 4,6 | <0,001
Pak 260 | 2,8 3 2,7 |<0,001
SI3Ba xenynka 1265 | 13,5 | 21 | 19,3 | <0,001
JKenmuexamennas 60J1e3Hb 993 | 10,6 | 13 | 11,9 | <0,001
[Toueuno-KameHHast
- 888 | 9,4 | 13 | 11,9 |<0,001

Yacrora BCTpeyaeMocT 3a00J1eBaHUN TI03BOHOY-
HUKa ¥ CyCTaBOB BBICOKAsl B CBS3U ¢ 00C/emLyeMOit
BO3PACTHON Kareropueit 45-69 jieT B MOy I,

BoiBoibt

1. B pesysbrate mpoBeeHHOTO B OTKPBLITOM MO-
nyJsiian Topojia HoBocuOMpCKa MCCIEOBAHUS B
1,15% HabM0fe€HNI BBISBJIEHO IeTepO3UTroTHOE HO-
CUTEIBCTBO reHa MyKOBUCIII032 aeibra FS08.
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2. Jluna, SBJSIONNECS TETEPO3UTOTHBIMU HOCHU-
TEJISIMU TeHa MYKOBUCIIH/I032, IPEAPACIIONOKEHBI K
dopmupoBanuioo xpoHudeckux OponxutoB, XOBJI
— 24,7%, xemuekamennon 6omesuu — 11,9%, 4to
[IPEIIIOIATAeT TOPAXKeHe SK30KPUHHBIX JKeJie3 KaKk
KJIMHUYECKOE TIPOSIBJIEHNE CTEPTHIX (POPM MYKOBUC-
U103,

FREQUENCY OF REVEALITY OF del F508
MUTATION OF MUCOVISDIDOSIS GENE IN
NOVOSIBIRSK POPULATION AND ITS RE-
LATION WITH DIFFERENT PATHOLOGIST.
Gurina L.V.

The purpose of our work was to study optronally
the frequency of the mutation del F 508 in the popu-
lation in Novosibirsk, aged 45-69 examined in the
frame of International project HAPIEE to character-
istic the various pathology in the sample of patients
having this mutation. The total sample investigated
comporised 9397, men and women participants under
went the of molecule-genetic investigation for muta-
tion del F508. This evidence mutation was found in
persons (1.15 %) among the heterozygous carriers of
the mutation the frequency of chronical bronchitis
or COPD and cholelithiasis comporised 24,4% and
11,9%, respectively, that suggest is the damage of the
exocrine glands as clinical manifestations of the mild
from of the cystic fibrosis and the influence of genetic
factors on the phenotype.
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