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PACITPOCTPAHEHHOCTDb MYTAIINN C282Y TEHA HACAEACTBEHHOIO
TEMOXPOMATO3A Y AETEMM KEMEPOBCKOIM OBAACTU

'KeMepoBCKas rocypapCTBEHHAsA MEAUIIMHCKAS aKapAeMusd;
? uctutyT s3xoaoruu yearoseka CO PAH, r. Kemeposo;
* VlHCTHUTYT XMMHUYecKoN Oronrornm U pyHpaMeHTarbHOU Mepautinabl CO PAH, r. HoBocubupck, PO

HacnencrBennsiil (mepBuunbiit) remoxpomarosd (HI'X)
siBJIfeTCA 3a00JieBaHMEM M3 T'DYIIbI HACJeJACTBEHHBIX 00-
Jle3Hell HAKOIJIEHUS U XapaKTepuayeTcs HapyIlleHueM 00-
MeHa JKeJjie3a C IaTOJOTUUEeCKU BHICOKUM JIeITOHNPOBaHUEM
aJieMeHTa B JKU3HEHHO BAKHBIX OpraHax. BmepBhie ciayuyan
s3aboseBanua onwmcanu M. Troisier, V. Hanot um A.
Chauffard B kone XIX Beka, a TeHETUUECKYIO IPUPOY Te-
MoxpomaTosa gokasay M. Simon B 1972 r., 00HAPYIKUB €ro
TECHYIO CBABH C aHTUTeHaMu ructocoBmectumoct HLA [1,
2]. HT'X HaciemgyeTcsa IPenMyIIeCTBEHHO 10 ayTOCOMHO-Pe-
IIECCUBHOMY TUNY U ABJIAETCSA JOCTATOYHO PACIPOCTPAHEH-
HBIM 3a00JieBaHUEM cpenu Oesoro HaceseHus Esponsr u Ce-
Bepuoit Amepuku. ITo ganasim HLA-TunimpoBanus, B cpes-
HeM 3—5 uesoBek u3 1000 romosurorssl, a 10 uz 100 — re-
teposurotHsl 1o HI'X [3]. Buepssie rer HI'X (HFE) uznen-
tudunuposanu B 1996 r. J.N. Feder u coasr. [4]. Ha ceroxa-
HA MBBECTHBHI 3 MyTaIlMM 3TOr0 reHa. daie Bcero cpenm
oospabIX HI'X BRIABIgeTca myranua C282Y. B sTom ciry-
yae MIPOUCXOUT 3aMeHa I'yaHWHA Ha aJeHuH B 845-i1 mosu-
muu, U B pedyyabrare 282-1 aMUHOKHUCJIOTA HE IIUCTEUH, a
TUPO3UH. B JuTepaType 9Ty MYyTAIlMI0 HA3LIBAIOT «KeJb-
TCKOUM MyTaIluei», TaK KaK OHA OTBETCTBEHHA 3a OOJIBIIINH-
crBo caydaeB HI'X B EBpome [5]. Ha ceBepe EBponbr u B
Awmepuxe C282Y reu HFE BriaBisercs y 6osee 90% 6oib-
HBIX IIEPBUYHBIM remMoxpomaro3om [6]. Hacrora BcTpeuae-
MOCTH 9TOU MyTalluyd HE3HAUUTEJIbHO CHUIKaeTcs (B cpen-
HeM 10 80% ) o Mepe MPOABUIKEHUSA OT ceBepa K ory EBpo-
bl [7]. Ocranbabie aBe myTanuu — H63D (3amena murugm-
Ha Ha ryaHuH B 187-it mosunuu, B 6esxe HFE 63-a amuHo-
KHCJIOTa — acliaparnHoBasl KMCJOTa BMECTO TMCTUAWHA) U
S65C (sameHa afeHnHa Ha TUMHAUH B 193-M moJsioskeHUu,
65-1 aMUHOKHMCJIOTA — ITUCTENH BMECTO CEPUHA) BCTPEYAIOT-
cs TOPaszo peske Vv OOJBbHBIX ¢ KIMHUKON IreMoXpoMaTosa.
Cpenu Gesioro Hacesenus okoso 0,5% mrozeit ABIAIOTCA TO-
mosuroramu 1o riaBuoi mytanuu HFE rena C282Y u 13%
— TeTepPOSUTOTHLEIMU HocuTenamu [8]. ¥V eBponeiines myTa-
mus C282Y rena HFE BcTpeuaercs ¢ wacroroit or 2,6% 1o
14% , myramusa H63D — B nmpegenax 10,0-30,4% u myra-
nusa S65C — B npegenax 1,5-2,0% [9, 10].

Ho =e Tosbko myranuu rena HFE HecyT oTBeTCTBEH-
HOCTB 3a KJIMHUYECKYE CIIyuau reMOXpoMaTo3a. BeIABIEHBI
MyTalluy B HEUIeHTU(DUIITMPOBAHHOM T'eHe IJUHHOTO IjIeua
xpomocombl 1 (foBeHmabHBIN Tunm HI'X), B reHax, orser-
CTBEHHBIX 3a CHHTe3 0eJIKOB — pelenTopa TpancheppuHa 2-
ro TuUma, (PeppornopTuHa, TEICUINHA, KOTOPHIE TaKKe
YYacTBYIOT B peryaanuu obmena sxemesa [11, 12]. Ha ce-

TOOHSA B JUTEPAType ONUCAHBI efuHUUYHbIe cayuan HI'X B
pesyabTaTe faHHBIX MyTaruii [13—16].

B Poccuu mepBhie TeHETUUECKUE aHAIM3bI Ha MyTaIluu
reia HFE nposegenst B 2000 r. B 'emaTo/iornueckom Hayu-
aoMm 1eaTpe PAMH (C.C. 360poBCcKUii 1 COABT.), KOTOPKIE OII-
penenunau 2 romo3urotsl C282Y u 2 rereposurorsr C282Y y
35 maIueHToB ¢ HApYIIIeHNeM 00MeHa sKeJjie3a U IPeAIIojora-
emeiMm HIT'X [17]. C.B. MuxaiinoBa u coasrt. [18] BbIABUIN
YacTOTy OCHOBHBIX MyTanuii rena HFE y pyccKkux xkurteeii.
HoBocubupcKk u B HEKOTOPHIX STHUYECKUX TPYINax 3amai-
"ot m Bocroumoit Cubupu, HpeacTaBIAIOIINX MOHTOJIOMI-
HYIO pacy (aaTaiiiipl, TyBUHIIBI, YYKUN), U (DUHHO-YTOPCKYIO
rpynmy (MaHCH, XaHThI, MOPABUHEI). PesysipTaTs! uccierosa-
HUA TOKAas3ad, YTO y PycCKuX uvactora myrtamuit C282Y,
H63D, S65C cocraBuna 12,5%, 4% u 1,8% cooTBeTCTBEHHO,
YTO COBIIQJAET C IIOKa3aTeJIIMU Yy eBpoIeies. A y mpeacra-
BUTeJIell MOHTOJIOUJHOHU pachl M y (PMHHO-YIPOB MyTalluis
C282Y He BBIABJIEHA, B IPOTUBOIIOJOMKHOCTD BAPUAHTY MyTa-
muu H63D, KOTOPBIA JOCTATOUHO IIMPOKO IIPEACTABJIEH B
JAHHBIX rpynmnax (Bcrpeuaercs ¢ gactoroit 0,001-0,085%0).

Biaromapsi reHeTHueCKOMY TECTHPOBAHUIO IO OCHOB-
HBIM MyTanusaMm reia HFE BosMo:kHa gocmMIITOMATHYEC-
Kas IUarHOCTUKA HaCJIeACTBEHHON IaTOJOTUH, a 9TO O3HA-
YaeT CBOEBPEMEHHO HAUATYI0 PAIlMOHAILHYIO TAKTUKY Jie-
YeHHUs, KOTOpas He II03BOJISET PA3BUTHCS KJIUHUKO-Ia60-
paTopHO# cuMITOMaTHKe 3a00IeBaHUA.

Yacrora Becrpeuaemoctu myranuii reua HFE B Kys6ac-
ce 10 HACTOSAIIETO BpeMeHH He ompefesnsanack. Y mocraTou-
HO TPYZHO IIPEAIIOJOKUTh PACTTPOCTPAHEHHOCTE HOCUTE e
MYTaHTHOTO reHa, TaK KaK HaIll PETMOH 00pa30BhIBAJICS IIe-
peceneHIlaMu U3 IE€HTpPaJbHOH Poccuu, G6amMKHET0 3apy-
0exkbs, ['epmanun.

ITenpio Hallero mccaegoBaHMUs OBLIO BHIABJIEHNE PACII-
pocrpanennoctu C282Y rena HFE y nmereit KemepoBcKoit
obsacTu.

Hcnosnb3oBaau MeTO caydaiiHON BBIOOPKU 0Opas3IioB
BeHos3HOU KpoBu 240 mereit KemepoBcKoit ob6yiacTu B BO3-
pacre ot 4 mec 1o 16 set. [luarsoctTury myranuu C282Y re-
Ha HFE npoBogmam Ha OCHOBe IMOJIMMEPA3HOU IIEMHOU pe-
aknuu (IIIIP). Tect-cucTeMbl I MOJIEKYJIAPHO-TEHETH-
yeckoro aHasmsa nosiumopdusma HFE paspaborasbl cOB-
MecTHO ¢ IHCTUTYTOM XMMUYECKOU Orosioruu u hyHIaMeH-
ranbHOU Meaunuabl CO PAH. Breigenenue [JHK npoBoguin
C MCIIOJIb30BaHUEM (PEHOJI-XJIOPOPOPMHOM SKCTPAKIIUU U3
nedkonuToB KpoBu. Ilosmumopdusm HFE cBsasan ¢ Touko-
Boui 3amenou C282Y, KOTOpYIO MOYKHO JEeTEKTHUPOBATH
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caiT-cnenuuueckonn pecrtpurnueii (pepmentom Rsal.
IIpenBapuUTEIBLHBIM 5TAIOM IIE€PEJ IPOBENEHUEM IIOJIUMOD-
usMa UINH PeCTPUKITUOHHBIX ()PATMEHTOB ABJIAJIACH AMII-
auduranug crnenu@uueckKoro paona 1-ro uaTpoHa. AMmMIi-
naudunuposarHsle pparmenTts [JHK O6b1yu cmemass! ¢ dep-
menToM Rsal. IIpoAyKThl peCTPUKIIUU AHAJIU3UPOBAIU B
6% moIMaKPUIAMULHOM TreJjie ¢ IOCIeAyIoIleil OKpacKoi
OPOMUCTBIM STUAVEM W BU3yaIusanueil (pparMeHToB B IPO-
xopsaimeM Y P-cBeTe (CM. PUCYHOK).

B pesyabrare uccienoBanua C282Y ren HFE 6b11 BbI-
saByeH y 14 mereii, uto cocraBuio 5,8% u coBIasio co cpej-
HUMHU IOKAa3aTeJIMU eBpoIieiines. Bce BhIsIBIEHHbBIE HOCU-
Tequ myTtanTHoro reHa HFE okasanuch rereposuroramu.
T'0OMO3UTOTHOCTS 110 JUKOMY aJIJIeJIf0 (OTCYTCTBUE MYTAI[IN)
ompenesAan [0 HAJINUNI0 Ha djeKTpodoperpammax dpar-
meHTa 167 HykJeoTuaHBIX map (H.m.). ['eTepo3suroTHoCTH
o myrtanuu C282Y mposBisiach AByMs (pparMeHTaMu —
167 5.1. 1 138 H.1. (CM. PUCYHOK).

TaxuM 06pa3oM YacToTa reTePO3UTOTHOTO HOCUTEIbCTBA
C282Y rena HFE y nereit KemepoBcKoit 06J1acTy He OTJINYA-
eTcsA OT Pe3yJIbTaTOB MCCJIeTOBAHUA HA PACIIPOCTPAHEHHOCTH

Pucynoxk. dnexrpodopes mpoaykToB pecrpukiiu reia HFE B
6% moMMaKpUIIAMUIHOM reJie.

Hoposxku 21, 41 — rereposurors! o myramnuu ¢ 289 HFE; no-
poxKHu 24—39 — rOMO3UTOTHEI 10 JUKOMY THILY; TOPOKKI 58—T78
— FOMO3BUTOTHI IO JUKOMY THILY; MV — MOJIEKYJ/ISIPHLIN BeC.

9TOM MyTaIlUU B eBPOIIeHICKMX cTpaHax. B manbHeliem Hata
pabora OyeT HaIIpaBJIeHA Ha HCCJIe[loBaHNe OOMeHa Kejesa y
JleTel 9TOH I'PYIIILI U OI€HKY BBIABJIEHHBIX N3MEHEHUN.
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MEAUKO-YACTOTHBIE XAPAKTEPUCTUKU OITYXOAEUW IMTOYEK
Y AETE1 MOCKOBCKOI OBAACTH

'MocCKOBCKUY 0OAQCTHON OHKOAOTUYECKUU AUCIIaHCeD, T. barammxa;
> OI'Y OepeparbHBIM HAYIHO-KANHUYECKUY IEHTP AeTCKOM reMaTOAOTHUH, OHKOAOTUM U UMMYyHOAOTuU Poc3apaBa, Mocksa

3sokavecTBeHHBIe omyxosu mouek (OII) aBiaaroTca
YacTBIMU HOBOOOPA30BaHUA JETCKOI'0 Bo3pacTa. B cTpyKTy-
Pe COJUAHBIX OIyXOJiell SKCTpaKpaHWAJbHON JIOKaau3a-
muu OIl 3aHMMarT 3-¢ MecTo, yCTylas JIUIIb 3JI0KauecT-
BEHHBIM OITYXOJIAM CHMHaTH‘-IeCROfI HepBHOfI CUCTEMBbI "

capKkoMaM MATKWX TKaHel, W COCTaBJAIT OKOJo 6% or
Bcex HOBooOpasoBauuii y gereii [1, 2]. B Poccuiickoii @ese-
pamuu mokasaresb 3aboaeBaemoctu OII cocraBiser 0,87 Ha
100 TeIic merckoro Hacesenud [3]. CooTHOIIeHNE MaJbUuU-
KOB u meBouek cocrasisier 0,9. [Tuaruaos OII B 77% cayua-



