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Hucrosusiit pubpos (KD), maw MyRoBUCIUAO03, IPeACTaBIALT COGOM ONHO
w3 Hawboaee 9YaCTO BCTPEUYAIONINXCA AYTOCOMHO-PEIECCHBHEIX HACHECTBEH-
nerx safojeBaHui YeJoBeKa, B OCHOBE KOTODOIrO JesKaT HaPYIIEHHA CeKpeTop-
HOM $yHRIMI SIHTENHATLHLIX KIeTOK PA3ANUHBIX OPTaHoB. ¥ IpefcTaBuTeNei
oenoit pack gacrora KD cocrapmaer 1 : 2500, a gacrora reTepo3MIOTHOTO HO-
curennrcTBa MyranTHOro rema — 1 : 25 [1]. B renme H®, xapruposamnon ma
IORHEOM WIede XPoMocoMEl 7 [2], B pesymnrare COKBOHUPOBAHEA KOMUP YIOMMX
yaacTKOB Obuta mremrTmbuumposana mexerus Tpex mykaneorupos (TTT =
eMBICTOBOW menu) B arsome 10, mpusomsmans K mexein Phe-508 B mpomyxre
rena HO [3, 4]. 9ra myramua (F-508) ofuapyskena npu CKPUHUHIE GONBHBIX
K® s crpanmax Cesepnoii Esponsr, Hamapmr u CIITA 5 70—80% xpomocom,
mecymumx myrantHsi rew KO [4, 5], npuvem B GonpmmHacTBe CIyYaeB oHa
BCTPETANACH ¥ OONBHBIX ¢ HEIOCTATOIHOCTEIO OMMENYAOTHOR emesnl. B To ke
BPeMd JAadEEeEe U0 UONMMOPQUIMY [MIMH PECTPHKIUOHHHX (ParMeHTon
(IIP®) maprepusix doxycos [HH, cremnennsix ¢ renom KD, caumereascr-
ByIOT 0 TeHermuecxoi rereporenuoctr KM [6—8]. 3uagurensroe pasHoobpa-
3He RIMHMICCKUX TPOABIGHIA 27T0T0 3a00leBAHNA TAK/Ke IOSBOJNAET OPEeHo-
IaraTh CYMECTBOBAHEES COOTBETCTBYIONMX WM PASHUIHHX IEPBUIHEX JedeKToR
B rere HOD.

Mot npoawanusuposamu [JHHE wus wierox wposu 40 Gowsunix KO meyx
IPYOn — ¢ HeOCTATOYHOCTHIO M C HOPMANbHOR QYHRIMEH NONKeNyL0IHOU
sRenessl — ga Hammdue mesenuu F-508 ¢ menpio obHapysmenua acconyuauy aTox
myranpn ¢ krumrgeckumy upossaenuamu KO B Cosercxom Coroze. i aToro
¢ TOMOWBIO TOJAWMEPas3Hoil ienHoll peakuuu ¢ OpaiMepaMu
dGTTTTCCTGGATTATGCCTGGGCAC n  dGTTGGCATGCTTTGATGA.
CGCTTC [3], puankupyromumu Komouw S508 w cHHTE3WPOBANHBIMH aMBETO(poC-
purapd MeTogoM [9], Guurm MONLYIEHH COOTBETCTBYIOI(HE MYTAHTHRIE B HOP-
MalbHHE dparmenTsr sk3ona 10 rema K. ITpomyxter ammnupuraunn (94-mep
B cuyuae pexenuwr F-H08 B romosurormoM cocrosrum, 97-mMep mpuy HATHBHOHR
CTPYKTYPE DT0% 9acTu refa B 000WX ajuensax u ¢Mech 000HX QParMeHToB y Te-
TePOSHTOTHRIX HOCHTENeH) awmammspposamu sjiexrpodopeson B 12% IIAAT
B HEICHATYPUPYOUHX YCIOBIAX.

Oxasanock, aro cpemu doannnix HM ¢ mopamenmeM MOMReNyIOIHOH Heze-
8B WacTOTa felxelun cocrasuama 47,5% (19 us 40 xpomoconm). M3 20 GonpabIx
aroit rpymnmel maTh (25%) okasanmech TOMOBUTLOTAME IO 9Tol jerxeumm, y 9
Gompusrx (45%) oma Gpura maifieHa TONBRKO B OJHOM ajiene H JUMIL y IIECTH
Goxpunix (30%) monce me 6rma ofHapysxesa. B 1o sxe spems cpenm 20 6onb-
ppix KD ¢ mopMampmoil ¢yHRImed mommenymounoi skexessr meserua F-508
B TETEPO3UTOTHOM cocTosHun menach v 20% Gompumx (8 ua 40 xpomocon),
a TOMOBNTOTHEX HOCHTENeH NellelMd B COCTABe DTOM rPymmsl Boodile HE OKa-
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sanock. CymiecTBeHunie Pasdudus B 9acTore Berpewaemocty geaeiun F-508
MEMLY OOEMMI KAMHIIGCRUME IPYINaMi GOJHHBIX CBHAETENLCTBYIOT 00 ac-
CONIAMI DTOW eI ¢ MOPAKeHNAM HOIYReN YOTHOMN e/ esnl.

Cymmapuasi wacrora gexernuu F-508 B ofemnx rpymoax cocrasiia 34%
{27 uz 80 xpomocoa), 9T0 cyLIeCTBEHHO HIyKe, deMm y Goxpunrix KD B crpamax
Cenepuoit Esponer w CepepHolr Amepurit (CM. BbIIe), 32 WCRIKTICHLIEM €B-
peer-amrenasu 8 CHIA (30,3%) [8], no 6nusko ® pesymprartas AXsS GOIBHBIX
KO v Wranun i Uenanun (coorsercrsenso 43 u 49%) [7].

Hampreimiull awasna mpEPomsl Myrauui rexa HD Basen Jrd N3ydeHus
TEeHeTHYeCKIX OCHOB (peHOTHIHYecKoro pasHootpasus KO u jua paspaborku
sdderTusmpy npsaypix sMeronos IIH-muarmocruxiu aroro safosenaHusd.
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Search for the F-508 deletion in the cystic fibrosis (CF) locus in patients with dif-
ferent forms of this disease has been carried out using polymerase chain reaction followed
by gel-electrophoretic characterization of the amplified fragments. This mutation is
showan to be associated preferentially with pancreatic insufficiency as the main ftrait
of CFjphenotype < (45 % homozygotes and 309 heterozygotesiin F-508 among CF patients
with pancreatic disorder). On the other hand, in CF patients with pancreatic sufficiency
this mutation was detected rarely and only in the heterozygous state (20% patients).
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