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OBLIAS XAPAKTEPUCTUKA PABOTHBI
AKTYaJILHOCTb TEMBI

Hapymienuss obmeHa >xene3a B HAaCTOSIIIEE BpPEMsl OCTAIOTCS AaKTyallbHOM
npoOiemMoil Il 3ApaBOOXpaHEHHs] BO BCEM MHUPE, B CBSI3M C HX BBICOKOM
pacnpocTpaH€éHHOCThIO. B OCHOBHOM  HapymieHuss  Mmeraboim3Ma  JKeles3a
00yCIIOBIIEHBI kene30AeUuIuTHRIM cocTosiHueM. 1o nanueiM BO3 okomno 1,5 mipa.
YeJIOBEK Ha IJIaHeTe cTpafaeT neduumtoM sxeneza, u Ha aonto KA npuxomurcs
nosioBuHa 3Tux ciay4daeB (BopoOeeB A.U., 2005, Camceiruna I'.A., 2006). Yame
BCErO KeJe30Ae(PUIIUTHBIE COCTOSIHUS BCTPEYAIOTCS Y IeTEH, M UX YacTOTa B JETCKOU
nonyJsiiiuu coctapigeT ot 20 10 43% (Kucnax H.C., 2001, Pymsiaues A.T'., 2004).

C nmpyroii CTOpOHBI, CYIIECTBYIOT 3a001€BaHMsl, 00yCIOBICHHbIE TOKCHUECKUM
JIEHCTBUEM XKelle3a MPH ero u30bITke B opranuzMe. OJTHO U3 HUX - HACTEICTBEHHBIH
remoxpomato3 (HI'X), koTopblii pasBuBaeTcss B  pe3yjibTare  MyTaIlUH
TpaHCMEMOpaHHOTO Oejika HacieaCcTBeHHOro remoxpomatoza (HFE) (Feder J.H.,
1996, Parkilla S., 2001). YacTtoTra rOMO3UIOTHOTO HOCUTENbCTBA MyTaruu C282Y
rena HFE cpean eBponeommnpix mnomynsmuii cocraBiaser 0,5 — 1,0%, a
reTepo3uroTHoro - B cpeaHem 10 — 12% (Bopobner A.U., 2005, lepoununa C.I1.,
2005, Asberg A., 2001, Jackson H.A., 2001).

HecMoTpst Ha oTHOCUTENBHO penkyto BcTpeuaemocTh HI'X, nannas mpoOiema
OCTaéTCsl HE MEHEe aKTyallbHOM, TaK KaK MCXOJl 3TOro 3a00JieBaHUsl, KakK IMpaBUIIoO,
HEOIaronpusITHBIA. JTO 00YCIOBIEHO TeM, 4To auarHoctupyrotr HI'X yame Bcero B
KJIIMHUYECKYIO CTA/INIO0, KOTAa METO/IbI JIeUeHUs yke He () PEKTUBHEI.

[lepBuuHBIM reMOXpPOMAaTO3 HOCUT HACIIECACTBEHHBIN XapaKkTep, TEM HE MEHeEE,
CTJIKUBAIOTCS C OTUM 3a00J€BaHUEM B OCHOBHOM TEpaneBThl Pa3IMYHBIX
HaIpaBJICHU (SHIOKPUHOJIOT, KapJUOJOr, TacTPO’HTEPOJIOr U T.A.). Y JeTel u
MOJPOCTKOB pa3BEpHyTasd KiaumHH4Yeckas cumnromaruka HI'X BcTpewaercs kpaliHe
peaKo, HO WU30BITOYHOE HAKOIUJICHUE JKejie3a B OpraHu3Me Yy TOMO3UTOTHBIX
Hocutene wmyrtamuu C282Y rena HFE nHaumnaercss yxke B J€TCKOM BO3pacTe
(KpacunbaukoBa M.B., 1999). Uto kacaeTcs TIeTEpO3UTrOTHBIX HOCHUTENIEH
mytanTHoro TeHa HFE, koTopeix 3HauuTeNbHO OOJIBIIE B TOMYJSIIIUU, TO
MCCJICIOBAHMS TIOKA3bIBAIOT, YTO y HUX TAKXKE UMEET MECTO Tumnep(eppuTuHeMus
(KpacunsaukoBa M.B., 1999, Illepoununa C.I1., 2006, Gerry P.J., 1997, Jackson
H.A., 2001).

B oreuectBeHHOM W 3apyOexHOW  JuTepaType  ONMyOJMKOBaHBI
HEMHOTOYHUCIIEHHbIE pPa0OThI, MOCBAILIEHHBIE HCCIENIOBAHUIO MOKa3aTeleld oOMeHa
xenesa y jAereil ¢ HanuumeMm MyTtaHTHoro reHa HFE. Kpome Toro, orcyrcTByroT
JIAHHBIE O pacIpOCTpaHEHHOCTH HocuTelbcTBa MyTannu C282Y rena HFE y nereit u
MOJPOCTKOB B HAIllleM peruoHe. Pe3ynbTaThl TakuxX HCCAEAOBaHUN MPEICTaBISIOT
MPaKTUYECKUA MHTEpPEC, TaK KaK B JETCKOM BO3pacTe MPUEM MpernapaToB xkKeje3a ¢
ne4eOHON U TPOPHIAKTUIECKOM 1EThI0 JOCTATOYHO YacTas KIMHUYECKas CUTYaIlus,
¥ BOIIPOC O IEJIeCO00pa3HOCTH UX HA3HAYEHUS Y JCTEeH - HOCUTENeH MyTalliu TeHa
HFE, octaércs OTKpBITHIM.
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eanb uccaenoBaHus

VY CcTaHOBUTH KIMHUKO-1a00paTOpHbIE 0COOEHHOCTH OOMEHa »kKeje3a U 4YacTOTy
HocuTenbcTBa MyTanuu C282Y reHa HaciIeACTBEHHOTO reMoXpomaTro3a y JeTen
KemepoBckoii o6actu.

3ajgauu uccae10BaHUA

1. YcraHoBUTh  yacToTy  HocuTenbcTBa  MyTamuu  C282Y  rena
HACJIEICTBEHHOTO reMoxpomaTo3a y aeteit KemepoBckoii o6acTu.

2. BbISIBUTh KIMHUYECKHE OCOOCHHOCTU Y JETEH - HOCUTENed MyTaluu
C282Y rena HaciaeACTBEHHOTO réMOXpOMAaTo3a.

3. N3yuuTh 0COOCHHOCTH SPUTPOUTHOTO POCTKA MEeprU(EPUIECKON KPOBU U
nokasareyied oOMeHa keneza y Jereid - Hocurenedl Mytanuu C282Y rena
HACJIEJICTBEHHOTO TEMOXPOMATO3a.

4, BbISIBUTD KIIMHUKO-METa00IMYECKHE OCOOCHHOCTH, ACCOIIMUPOBAHHBIE C
BBICOKMMU TTOKA3aTeNIIMU SPUTPOUTHOTO POCTKA Mepruepruieckorl KpoBH y JIeTel U
MOJIPOCTKOB C TOBBIIIEHHBIM YPOBHEM OOIIEr0 TeMOTI00UHA.

Hayuynast HOBU3HA

BrniepBbie BbIsIBJIEHA YAaCTOTA TE€TEPO3UTOTHOIO HOCUTENbCTBA MyTaruu C282Y
reHa HACJEACTBEHHOTO IeMOXpoMmaTo3a Cpedu JAeTed U moapocTkoB KemepoBckoit
o0nactu.

BrIsBIIeHBI JOMOTHUTENBHBIE (DAKTOPHI IO (POPMUPOBAHUIO TPYIIITEI PHCKA IO
HACJIEICTBEHHOMY  Te€MOXpOMAaro3y y  JeTed  (codeTaHue  OTATOLICHHOU
HACJIEICTBEHHOCTH TI0 ACCOLIMMPOBAHHBIM C HACJEICTBEHHBIM T'€MOXPOMAaTO30M
3a00JIeBaHUSM C OIPEICTICHHBIMU CTUTMaMU JUCOMOPHOTEHE3a).

I'pynna nereit — rerepo3uroTHblx HocuTene wmytamuun C282Y  reHa
HACJIEACTBEHHOTO TIeMOXpoMaTo3a MO TOKAa3aHUSM DPUTPOUTHOTO  POCTKA
nepudepruueckol KpoBH W OOMEHa Xeje3a SBISJIACh TETEPOreHHOM, a HMEHHO
BBISIBICHBI pa3HOHANPABICHHBIN ypoBeHb oOmero Hb (anemus, HopMmanbHbIC
MOKa3aTelid, BHICOKME 3HAUYCHMUsI), BHICOKAs OOpaTHasi 3aBUCHMOCTh MEX]y YPOBHEM
oOmero reMorioOMHa W PETHKYJIOLHMTAaMH M JOCTOBEPHO 00Jee BBICOKOE
COJIep)KaHNE CHIBOPOTOYHOTO >KeJe3a, (eppuTHHA CHIBOPOTKH W KO3 UIlMeHTa
HACHIIIECHUS TpaHChEepPHUHA JKETIE30M.

Y nmereii W TOIPOCTKOB C BBICOKUM YPOBHEM OOIIEr0 TE€MOIJIOOMHA W
KOJIMYECTBAa JpUTporuToB, 0Oe3 wMyrtarmuu C282Y rTeHa HACIEACTBEHHOTO
reMOXpOMaTo3a, H3y4eHbl METabOJIMYECKHE OCOOEHHOCTH, BKJIHOYArOUMe OOMEH
xene3a (OTCYTCTBHE BBICOKMX 3HAUCHHWH CBIBOPOTOUHOTO JKeje3a, (QeppUTHHA
CBIBOPOTKA M Yy KaXJOTO TPETher0 — JIATEHTHBIA Me(UIIMT XKele3a), a TaKkKe
YCTaHOBJICHA aCCOIIMATUBHAS CBSI3b C TUTIEPYPUKEMHUECH.

IIpakTnyeckasi 3HAYMMOCTb UCCJIETOBAHUA
ObocHoBaHa  HEOOXOAMMOCTh  BKIIIOUEHHS B  TpYIIy pUCKA IO
HACJIEICTBEHHOMY TI'€MOXPOMAaTO3y JeTedl W TMOAPOCTKOB C HAJMYHMEM COYETaHUs
OTATOLLEHHOW HACJIEICTBEHHOCTH IO aCCOIMHPOBAHHBIM C TE€MOXpPOMAaTO30M
3a0o0JieBaHUsAIM (T€MaTUThl, IIUPPO3 W paK IMEUEHHU, apTPONATUH, KAPAUOMHUOMATUH,
caxapHblii amalber) ¢ OompelneleHHBIMH CTHUTMaMH JucIMOpHoreHe3a (0COOEHHO
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aucMopdu3M  T7la3, YIIHBIX PaKOBUH U THUIEPIJAcTo3), C  MOCIETYIOIUM
HCCIIeIOBAaHUEM YPOBHS (heppUTHHA CHIBOPOTKHU M BhIABICHUA MyTanuu C282Y rena
HACJIEICTBEHHOTO TreMOXpOMaTo3a.

VY4uuThiBas MoJiydeHHbIE OCOOCHHOCTH COCTOSIHHS JIETIO >Keje3a (IOCTOBEPHO
Oonee BBICOKMI (EpPpUTUH CHIBOPOTKH) Y JETEM — TIeTEepO3UTOTHBIX HOCHUTENEH
myTanuu C282Y reHa HacleICTBEHHOTO reMOXpomaTo3a, IMPH YCIOBUM HAJIUYUS B
aHaMHe3€ TPaJIUIMOHHBIX (AKTOPOB PUCKA Pa3BUTHUSA )Kelle30/1eUIIMTHON aHEMUH, C
[ENbIO PEIICHUs] BOIpOca O IIeIeCO00pa3HOCTH TMpoBeaeHus: (hepponpoduaakTuku
HEOOXOIMMO UCCIIEIOBaTh Y HUX YPOBEHb (PEPPUTHHA CHIBOPOTKH.

C uenpl0 AMArHOCTHKH JAeuIMTa Keile3a B KIMHUYECKOHW MPAaKTHKE
U30JIMPOBAHHOE OTPE/ICIICHNE YPOBHS TpaHCEeppHHA CHIBOPOTKHU HE 1erecoo0pasHo,
BCJIE/ICTBUE OTCYTCTBUS €r0 KOPPESIMOHHOM CBA3M C YpOBHEM OOIIEro
reMorjoOvHa u (peppUTHHA CBIBOPOTKH.

Ha ocHOBe moJy4yeHHBIX pEe3yJNbTAaTOB HCCIEIOBAHUS JETEN U MOJPOCTKOB C
BBICOKMMHU TIapamMeTpaMH OOIIEro TeMOrjoOWHa, KOJUYECTBA JPUTPOIUTOB U
MOYEBOM KHCIOTHI HEOOXOJAMMO BKJIIOYATh B TPYIIy pUCKAa [0 pPaHHEMY
GOpMHpPOBAHHUIO  aCCOIMUPOBAHHBIX  C  TUNEpypUKeMHEH  3a00jeBaHUSIM
(aprepuanbHas TUNEPTEH3Us, YypaTHas HedpomaTtus, CepACUHO-COCYTUCTHIC
OCJIO>KHEHHS).

BHenpenne B npakTUKy

JlaHHBIE O YACTOTE IETEPO3UTrOTHOro HocutenbcTBa Myrauuu C282Y rena
HACIIEJICTBEHHOTO TreMoxpoMaro3a cpeau jgeteir  KemepoBckoit oOnactu,
BBISIBJICHHBIE JIOMOJIHUTENbHBIE (AKTOpPbl MO (POPMUPOBAHUIO TPYIIBI pHUCKA TIO
HACJICCTBEHHOMY T€MOXpPOMATO3y Y JETEH BKJIIOUYEHBI B TEMATUYECKHUE ILJIAHBI
JIEKIUI, CEMMHAPOB U MPAKTUYECKUX 3aHATHN JJISI CTyIEHTOB 5-6 KypCOB, UHTEPHOB,
kinHnyeckux opaunaropo 'OY BIIO KemI'MA u ceprudukaiinoHHOroO IMKIIA
YCOBEPILICHCTBOBAHUS Bpay€EH.

[IpakTHueckne pPEKOMEHIAIMU MO BKJIOUYECHUIO JETe U MOJAPOCTKOB C
BBICOKMMHU TapaMeTpamMu OOIIero TeMOrio0MHAa W KOJMYeCTBa JPUTPOILIUTOB B
COYETAHUU C TUIEPYPUKEMHEN B TPYIIY pUCKA Pa3BUTUS aCCOLMHPOBAHHBIX C
TUIepypuKeMuei 3a00JeBaHUSIM HMCIOJB3YIOTCS B MpakTHKe Bpauelt KemepoBckoii
00JIaCTHON KIMHUYECKON OOJIBLHUIIEL.

IToJ105keHNs1, BBIHOCHUMbIE HA 3AIIHUTY

1. Jlns pereit — reTepo3uroTHeix Hocutened wmyrtamuu C282Y rena
HACJIICTBEHHOTO TEMOXpPOMAaTo3a XapaKTepHbl pPa3HOHANPABIECHHBIH YPOBEHb
oOmiero remMorioOuHa (aHeMusi, HOpMajbHble 3HAYEHUS W BBICOKHUE IOKAa3aTesM),
BBICOKAasi oOOpaTHas 3aBUCMMOCTb MEXIy YpOBHEM OOIIEero reMorjio0uHa u
PETHKYJOLMTaMH, W JOCTOBEPHO OO0Jiee BBICOKOE COAEpPXKAHHE CHIBOPOTOYHOTO
xKene3a, (eppuTHHA CBHIBOPOTKM M KOAI(PGUIIMEHTa HACHIIIEHUS TpaHcheppuHa
YKEJIE30M I10 CPABHEHUIO C IE€TbMH C OTCYTCTBUEM JaHHOW MYTallME.

2. YV gereil U MOAPOCTKOB C BBHICOKMM YpPOBHEM OOIIEro TeMOorjioOMHa U
KoJaudecTBa dpurponutoB 0e3 wmyrammm C282Y reHa  HACIEICTBEHHOTO
reMOXpoMaTro3a OTCYTCTBYIOT BBICOKHE 3HAUEHHUSI CBHIBOPOTOYHOTO  IKele3a,
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dbeppuTHHA CHIBOPOTKH U Y KaXJOTO TPETHErO BBISBICH JATEHTHBIA JePUITAT
JKeJe3a, a TaKKe YCTaHOBJIEHA aCCOLMAaTUBHAS CBS3b C TUIIEPYPUKEMHUEH.

Anpobanusi MATEPpUAJIOB IMCCEPTALMH

Martepuainbl quccepTaiiy J0J0KEeHbl Ha HAYYHO-TIPAaKTUYECKOU KOH(pepeHIIuu
nocBsieHHoi 70-netHemy ro6miero MY3 JIKb Nel r.Kemeposo (Kemeposo 2007),
Ha MexXperuoHaiabHOW HAayYHO-TIPAKTHUECKOW KOH(pepeHIun «IKcno-Cuduppy» -
AKTyanpHbIE BOIpOCHl MoApocTkoBod MenuuuHbl (KemepoBo 2006), Ha HaydHO-
MPAKTUYECKONH KOH(EepeHInn MOJOABIX y4UeHbIX «lIpoOiieMbl MeIWIIUHBI U
ouonorun» (Kemepoo 2006), Ha ceprudukannonnom nukie (Kemeporo 2008), Ha
3acenmannu kKadenpsl rocrmransHoi nemuatpun Kem I'MA (Kemeporo, 2008), Ha
mexkadpeapansHoM coBeTe Kem I'MA (Kemeposo, 2008).

Iy6aukanuu
ITo Teme auccepTanuu OmyO0IMKOBaHO 7 TeYaTHBIX paboT (M3 HUX 3 CTaTbH — B
peleH3UupYyEeMbIX KypHanax u3 cnucka BAK), B KOTOpPBIX OTpak€HbI OCHOBHBIC
MTOJI0KEHHS MCCIIEJOBAaHUS.

O0beM u CTPYKTYypa AUCCEPTANNH
Huccepranus u3noxkeHa Ha 123 crpaHuIaX KOMIBIOTEPHOTO TEKCTA, COCTOUT
U3 BBEJEHUS, YETHIPEX IJ1aB, 3aKIIOUYEHMSI, BBIBOJIOB, IPAKTUYECKUX PEKOMEHAALIMM,
CIIMCKa JINTEPATyphbl. B CcImcOK nuTepaTypbl BKIKOYEHBI 62 OTEYECTBEHHBIX M 95
WHOCTPAaHHBIX HCTOYHUKOB. PaboTa cogepxkut 20 Tabmun u 10 pucyHkos.

MATEPHUAJIBI U METOJAbI UCCJIEAJOBAHUA

JJist TOCTH KEHUS TIOCTABJICHHOM TIEJIH U 33/1a4 Ha TIEPBOM 3Tarle UCCIeI0OBaHUS
METOJ/IOM CITydyailHOUM BBIOOpKH 00cienoBanbl 355 nereit u moapoctkoB KemepoBckoit
oOnacTu B Bo3pacte oT 4 MecsieB 10 16 neT Ha HocuTenbcTBO MyTanuu C282Y rena
HFE. Hapsny ¢ »Tum y Kaxmoro peOEHKa OIEHUBAJICS pPa3BEPHYTHIA aHAIH3
nepudepudecko kpoBu. OCHOBHOM akIeHT ObUT CJeMaH Ha T[OKa3aTelu
PUTPOIUTAPHOTO POCTKA mepudepuueckord KpOoBH, KOTOPBIM oOTpaxkaeT OOMEH
JKeje3a B OpraHu3Me, 1 Hau0oJiee JOCTYIICH MPU MEPBUYHOM 00CTIeIOBAaHUH JIETEH.

Pacnpenenennie nereil mo mojly Cpead BceX OOCIENyeMbIX JTOCTOBEPHBIX
pa3nuunii He uMeno (ManbunkoB — 51,2%, neBouek — 48,8%, p>0,05).

Ha cnenyromem stane u3 355 aereét koMruiekcHO obcienoBanbl 208 nerei,
BKJIIOYasi Bcex nered Hocureneil mytanuu C282Y rena HFE. Bospact o0cienyemMbix
coctaBusl oT 4 mecsaueB a0 16 jet, u3z Hux 106 manpunkoB (51%) u 102 neBoyek
(49%). B mpouecce uccneaoBaHUs 3TH AETH ObLIM pa3fesieHbl Ha TPU TPYIIIbL:
nepBasi (OCHOBHast) - HocuTenu myrtantHoro reHa HFE (n = 21), Bropas (rpymma
CpaBHEHMsI) - JIeTH 0e3 MyTaluu ¢ pa3HbiM ypoBHeM obOmiero Hb (n = 155) u tpetbs
(KOHTpOJIbHAs ) — 3710poBbIe AeTh 0e3 myTtaiuu C282Y rena HFE (n = 32).

Kpurepuu BkitoueHus JeTedl B TPYINIBI W TMOATPYIIBI TPEICTABICHHI B
Tabnwue 1.



Tabnuya 1
Kputepuu BrIItoUeHUs AETEW B TPYIIBI U HOATPYIIIIBI
['pyminb Kputepuu BrtoueHus
1 rpymnma - ocHoBHas (N=21) e Hanuune rerepo3uroTHOro HocurelbcTBa Mytamuun C282Y
['eTepo3uroTHsie HOCUTEIN reHa HacJIeICTBEHHOTO FreMOXPOMaTo3a.
myTtaruu C282Y rena e Bospacr 1-16 ner.
HaCJICACTBCHHOTO e OrtcyrcTBME  OCTPBIX M AKTUBHBIX  XPOHUYECKUX
reMoxpomarosa. BOCIHIAJIMTENBHBIX ~ IMPOIECCOB, 3a00JICBaHUN  II€UEHHU,
CONPOBOXKAAOITUXCS HapyleHueM OeJIKOBO-
CHUHTETHUYECKON (QYHKIIHH.
2 rpynma (rpymmna cpaBHEHHS, e OrcyrctBue HocutTenbcTBa Myrtammu — C282Y  rena
n=155) HACJICJICTBEHHOT'O TEMOXPOMAaTo3a.
OtcyrcTBHE MyTanuu e Bo3spacr 4 mec. — 16 ser.
C282Y rena e OrcyrcTBHE€  OCTPBIX M AKTUBHBIX  XPOHHYECKUX
HacCJICACTBCHHOI'O BOCHAJIUTEIILHBIX  IIPOLIECCOB, 3a00/I€BaHUM  II€YEHH,
réMoxpomaTosa. COIPOBOKIAFOIIUXCSI HApYLIEHUEM OeJIKOBO-

CUHTETHUYECKON (PYHKIIHH.

a) 1 noarpynma (n=24) - netn a) - Hb>145 r/n u spurpouutsr > 4,5 -10%/1 — netn 5- 12 net u
M NOAPOCTKU € BBICOKHM | yopouky-MOApOCTKHL

yposuem  obmero Hb u - Hb>148 t/n u spurpouurer> 5,0 - 10/ -  manbumku-
KOJINYECTBA SPUTPOLIUTOB. MO POCTKH.

0) 2 noarpynna (nN=25) — netn 6) - Hb — 110-135 1/ u sputpouutst — 3,7-4,5 -10%/1 — neru 10 5
M TIONPOCTKH C HOPMATBHBIM | .

yposteM  obmero Hb  u - Hb — 120-145 t/n u sputpouuts! — 4,0-4,5 - 10%/n — IETH 5-
KOJIMYECTBA DPUTPOIIUTOB. .
12 et ¥ 1eBOYKHU-TIOIPOCTKH;

- Hb — 120-147 r/n u spurporursr — 4,4-4,9 -10%/1 — manbuuKy

HOJIPOCTKH.
3 rpynma - KOHTPOJIbHAs e [IpakTHUYECKH 3I0POBBIE JETH.
(n=32) e Bospacr 6 mec. — 15 et

e OrcyrctBue HocutTenbecTBa Myrammu  C282Y  rena
HAcJIEeJCTBEHHOTO FeMOXPOMATO3a.

OOcnenoBaHve TPOBOAMIOCH Ha 0a3e JAETCKOro  IeMaToJIOrMuecKoro
orneneHusi KemepoBckod 007acTHOW KIMHUYECKOW OOJBHUIBI U B aMmOyiIaTopHO-
NOJIMKJIMHUYECKUX yciaoBusix 3a nepuoa 2003 — 2007 rr. Ha kaxnmoro peO&Hka
3aMojHsIach  CHEUMalbHO  pa3paboTaHHas  MHAMBUAYajdbHAs  KapTa, Tle
PErUCTPUPOBAINCH JIAHHbIE AaHAMHE3a JKM3HM U 3a00JieBaHUs, KIMHAYECKAs
CUMIITOMAaTHKa, UHCTPYMEHTAJIbHbIE U TAOOPATOPHBIE METO/IbI UCCIIETOBAHUS.

dusznyeckoe pa3BUTHE MAJbLYUKOB U JIEBOUEK OIEHUBAIM MO IEHTUJIbHBIM
TabnuiaM oueHku ¢usudeckoro passutus Dr. Michel Sempe et al. (1997), non
penakiueit pod. H.II. [llabanosa (2003).

N3mepenne AJl npoBommwiock MeTogoM KopoTkoBa, ypOBEHb KOTOPOTO
OIICHUBAJICSI 0 TEPUEHTWIBHBIM TaOMuIlaM C Y4YeTOM BO3pacra, Mojla M PocCTa,
cornacHo pekoMeHaauusM BO3 (1999) no kpurepusim apTepuanbHOW TUNIEPTOHUU Y
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JeTedl W TMOAPOCTKOB  peKkoMeHAanuil Bcepoccuiickoro HayyHOro ooOliecTBa
KapJIMOJIOTOB U accoluaruu kapauosaoros Poccun (2003).

XapakTepucTUKA NAPAKJIMHUYECKUX UCCIIeI0BAHUM

B kommuiekce oOcnegoBaHusi JE€Tel HMCHOJB30BAIUCH JIAOOpATOPHBIE U
WHCTPYMEHTAJIbHBIE METO/bl MCCIEAOBAaHMS, BBINOJHEHHbIE HA 0a3e KIMHUYECKOM,
OMOXUMHYECKOM, Ppaauou30TOMHOM  jaboparopuit  KemepoBckoit  00y1acTHOM
KIIMHAYECKOW OONBHUIIBI ¥ JabOpaTOpuu  MOJEKYJSIPHOH WMMYHOXHUMHUH U
kaHueporene3a Mucrturyra skonoruu yenoeka CO PAH, r. Kemeposo.

OcHOBHBIE METOJBl HWCCIENOBAaHUS BKIIOYAIW: pPa3BEPHYTHIM  aHANU3
nepudepudeckoil KpoBHU, U3yUeHUE TapaMETPOB META0OIU3MA Keje3a U IMyPHHOBOTO
oomena, [IIIP-nuarnoctuka mytamuu C282Y rena HFE. Y3U opranoB OpromrHoii
TIOJIOCTH BBITIOTHsUTOCH anmapaTtoM “Aloka SSD-630” ¢pupwmer “Aloka Co., Ltd”.

KnvHuueckuii aHamm3 KpOBH C  OINpPEACIICHHEM 4YHUCiIa OSPUTPOLIUTOB,
coaepxanus oomero Hb, cpennero conepxanus Hb B 1 spurponute (CI'D) u yucna
PETHKYJIOIIMTOB TMPOBOAMJICS Ha TeMarojiornuyeckoMm aHamusatope “Coulter”
(I'epmanust). llBetoBoit mokazatens (LII1) paccuuteiBaics mo dopmyne LIT =
CI'D*0,03. BusyansHO wuccienoBajgach MOP(OJIOTUS SPUTPOIUTOB (TUIIOXPOMHUS,
aHU30IIUTO3, TOUKUIOLUTO3, MUKPOITUTO3).

Cornacuo pexomenaarusm BO3 (2005), yposenb Hb Hinke 110 r/n y mereit 1o
5 ner u Hmwxke 120 r/n y nmereil crapiie 5 JET paclEHHMBAJICAd Kak aHeMus. 3a
HOpMaJbHBIC 3Ha4YeHHUs ypoBHA HbL mnpuHuUManuce crenyomue nUPPHT B
3aBUCHUMOCTH OT Bo3pacTa: oT 3MecsieB 10 5-6 aet — 111-133 r/n, netu 5-12 ner u
JEBOYKH-TTOAPOCTKH — 121-142 r/1, Manpuuku-niogpoctku — 133-148 1/n [cormacHo
tabnuam A.®. Typa, H.IT. [llabanosa (1970) u I'.A. Camceirunoii, T.B. KaztokoBoit
(2006)]. Yporens Hb Bbiie npuBeIEHHBIX 3HAYCHUN PACIICHUBAJICS KaK BHICOKHHA.

O6Men xkenesa m3ydancs no omnpeaencauto CX, OXXCC, KHT, ®C u T)pC.
CXK u OXCC onpenensnuch KOJIOPUMETPUUECKUM METOJOM C ITOMOUIBIO
cranaapTHeix HabopoB “DKOna6-CXK” u “9K0nab-OXCC” (Poccus). Yposenr OC
OMpEeNeIsUIh ~ METOJOM  TBepaoda3sHOro HWMMYHO(EpPMEHTHOTO  aHalu3a ¢
ucrosib3oBanueM Habopa peareHToB “UDA-depputun” Ha anmapare “YHuruian”
(Poccus), TPC - UMMyHOXUMHUECKUM METOAOM Ha ammapare “Aray-360-System”
(Ppanmus). KHT paccuntsiBaics mo ¢opmyne: KHT = CX/OXCC*100%. 3a
Jarna3oH HOPMATHUBOB OBLIH MPHUHSTHI mokazarenu : CXK — 18-25 mxmons/n, OXKCC
— 45-54 mxmons/n, KHT — 30-50%, ®C — 20-300 ar/mMa u TpC — 130-275 mr/an
(PymsiameB A.T'., 2004).

CocTosiHUE IypHHOBOTO OOMEHA OIPEAEIISUIH TI0 YPOBHIO MOYEBOW KHCIIOTHI B
CBIBOPOTKE KPOBHU CHEKTPO(HOTOMETPHUECKUM METOJOM. 3a JAMama3oH HOPMAaTHBOB
ObLM pUHATHL pazpadorannbie FO.M. Pona (2002) moka3aTenn MOu€BOM KUCIOTHI Y
neteit u moapoctkoB Kysbacca.

Huarnoctuky wmytamuun C282Y rema HFE npoBoaunu Ha  OocHOBe
nojauMepaszHoi nennou peakuuu (ITLIP).

N3yuaemble sIBICHHS, METOAbI HUCCICNOBAHUS W KPUTEPUH TUATHOCTUKHU
JTAHHOTO SIBJICHUS TIPE/ICTABIICHBI B TabuIIe 2.



Tabnuya 2

JIn3aliH ucciaeI0BaHus

Nzyuaemblie MeTob1 UccieIoBaHUS Kpurtepun nuarnoctuku
SIBJICHUS
CemeliHblii AmOymaropHass ~ kapra, | OTsaromieHHas HacieactBeHHocTh 1o HI'X wu
aHaMHE3. cOop aHaMHe3a, BBIMKCKA | aCCOIMUPYEMBIM ¢ HUM 3a0OJIeBaHUSM (caxapHBII
13 poJi.AoMa. nuaber 1 Tuma, UMppo3 MEYEHH, pPaK IEYEHH,
KapauoMuonartuy, aprponatuv), no Al wu
accolMUpyeMbIM C Hel 3a0oyieBaHUSAM (MO3TOBOM
WHCYIbT, WH(APKT MHOKaApHa, HIIEMUYECcKas
00J1€3Hb cep/iiia, aTepPOCKIEPO3 COCYIOB).
HocurensctBo [IIIP-mnarsocTuka. I'erepo3urotHoe HocutenbcTBo Myrtanuum C282Y
mytarun ~ C282Y resa HFE.
rena HFE.
AHeMHuuYecKun 1. Kimnanueckuit ocmotp | 1. AHEMHUYECKHUH CHHIPOM: OJICTHOCTh KOXKHBIX
CUHJIPOM, 2. OO0muit aHaJIN3 | IOKPOBOB U CIIM3HUCTBIX, TaXUKapJus, TUIIOTOHHUS,
CHUHJIPOM nepudepruyeckoil KpoBU. | MPUTIYIIEHHEe TOHOB CEpAlla M CUCTOIUYECKUI
TKAHEBOT'O 3. CX, OXCC, KHT, | urym, acrenus.

nedumTa xKemesa.

®C, THC.

Cungpom CUJICPOTICHUU: TUCTpOodUIECKHe
W3MEHEHHUsI KOXXM W €€ TPHUAATKOB, W3BPAICHUE
BKyca U  OOOHSHHUSA, MHUAITUH, MBIIICYHAS

THITIOTOHUS, CHHKCHHUE KOHIICHTPAIMH BHUMAaHUS,
YXYIIICHUE TTAMSITH.

2. Hb<110 r/n y neret no 5 ner, Hb<120 r/n y
JIETeH crapiie 5 JerT.

3. CK<18 wmxmons/n, OXCC>54 MKMOIB/I,
KHT<30%, ®C<20 ar/miu, THC>275 mr/mn.

I'emaronuenans- Knunnueckuii  ocMOTp, | YBeIMYEHUE pa3sMEpoB MEUYEHU U cene3eHkd. 1o
HBII CUHIPOM. Y31 [IEYEHH u | Y31 — yBenuueHue pasMepoB MEUEHHU U CENE3EHKH,
CEJIE3EHKH. CTPYKTypHBIE MU3MEHEHUS (HeogHOpOIHAS
CTPYKTYPAa, MOBBIIIIEHA HXOT€HHOCTD).
Oducnoe A/l. N3mepenue ALl B | Hopma < 95 mepueHTnns ains AaHHOTO BO3pacTta
kaObuHeTe y Bpada 3-X | MoJia ¥ pocTa.
KpaTHO.
duznyeckoe AHTpOIIOMETpHS. [lenTribHBIE TAOMUIBI IJIMHBI U Macchl Teja JUIs
pa3BUTHE. JTAHHOTO BO3pacTa.
- 10-25 umenTmip — (U3HYECKOE DPAa3BUTHE HUXKE
CPEIHETO;
- 25-75 neHTHIIb — CpenHee;
-75-90 1IeHTUIIb — BBIIIE CPEAHETO;
- 90-97 neHTHIIL — BBICOKOE.
I'mnepypukemus. | ModeBas kuciota | 0-7 nger > 300 Mxmonb/n y ManpuukoB U >270

CBIBOPOTKH KPOBH.

MKMOJIb/JT y IEBOYEK;

8-11 ner > 305 MKMOIB/T Y MAJIbYUKOB U JIEBOYEK;
12-16 mer > 330 mMxMoNb/1 y MaiapuukoB u >320
MKMOJIB/JT 'y IEBOYEK.

Cratuctudeckylo 0OpabOTKYy pe3yslbTaTOB HCCIENOBAHUS TMPOBOJMIN C
NpUMEHEHHEM IPOTrPaMMHOTO MakeTa npukiaaaeix nporpamm Microsoft Excel-2003,
STATISTICA 6,0. Jlns KOJIMYECTBEHHBIX IOKa3aTejled pacCUUTHIBAJIACH CPEIHSS

apudmeTndecKas

BenmuunHa (M) wu

CTaHJapTHasl OIIMOKa (m),

CpEIHETO
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MCIIOJIb30BAIMCh METO/IbI BAPUAIMOHHON CTATUCTUKHU M KOPPEISMOHHOIO aHAIN3a C
oreHkoil kpurepus (t) CTbomeHTa, KpuTepus — y° (Xu-KBagpar), koodduumenTa
JuHEHHON Koppesiuu [Tupcona (r). s moucka 3aKOHOMEPHOCTEH TPYIITHPOBAHHMS
OOBEKTOB HUCCIIEIOBAHUSI B OTJEIbHBIC JOKAJIbHBIE MOJMHOXKECTBA HMCIOIB30BAJICS
KJIACTEPHBIN aHAJIN3.

PE3YJBTATBI HCCJIEJOBAHUA N UX OBCYKJIEHHUE

OO0s13aTeNbHBIM  YCIIOBUEM BKIIIOUEHHUSI JIeTEl B TMEpPBYIO (TeTepO3UTOTHHIC
Hocutemn mytanuu C282Y rema HFE, n = 21) u Bropyro (1eTu ¢ OTCYTCTBHEM
myTaHTHOTO TeHa HFE, n = 155) rpymnmsl SBISUIOCH UCKITFOUEHHE BCEX BO3MOXKHBIX
OpPUYUH, BIMSIONIMX Ha pe3yJbTaThl IOKa3zaTene oOMeHa >Keie3a: OCTphle U
aKTUBHBIE XPOHUYECKHE BOCIAJUTENbHBIE IMPOLECCHl, 3a00JIeBaHMs TEYEHH,
COMPOBOXKIAIOIINECS] HAPYIICHUEM OeIKOBO-CUHTeTHUecKo (pyHkimu. Kpurepusmu
OTCYTCTBUS JIaHHBIX  MATOJIOTHUECKMX COCTOSHUW  SBJSUIMCH:  HOpMallbHas
TEPMOMETPHUS, OTCYTCTBHUE KIMHMYECKHMX H3MEHEHUN BO BHYTPEHHHUX OpraHax,
ryMOpaJIbHOM aKTUBHOCTH (yckopeHHoil COD, HeHTpo(HIbHOTO JEHKOUUTO3a) U
JUCIIPOTEUHEMHUH.

B mepBoii rpynmne meru Obliu B Bo3pacTte OT 1 roma 2 mecsaueB g0 16 et
(cpennmii Bo3pacT coctaBisii — 8,4+1,0 roga), u3 Hux 12 manpumkoB (57,2%) u 9
neBouek (42,8%). Bo 2 rpynne getu Obuid B Bo3pacte oT 4 mecsieB A0 16 jer,
cpenHuii Bo3pact coctaBmi — 9,3+0,4 roma, uz Hux 78 mampumkoB (50,3%) u 77
neBouek (49,7%). B rpyriy KOHTpoOJIsl BOIIUIA JIETA B BO3pacTe OT 8 MecsieB 10 16
net (cpeanuit Bo3pact cocraBmi 8,8+0,6 net), uz Hux 17 manpunkoB (53,1%) u 15
neBouek (46,9%).

B nepBoit 1 BTOpO# rpynme JMI My>KCKOT'0 M0JIa 0Ka3aJI0Ch HECKOJIBKO BBIIIIE,
HO JIOCTOBEPHOI'O PAa3JIM4YMs MO JTAaHHOMY MPHU3HAKY B JIBYX TPYIINAaX HE BBISBICHO
(p>0,05). Ilo Bo3pacTHOMY cOCTaBy JAeTH B o00euX TIpylmax TakxXKe ObLIN
cornocTaBUMbI (00JIee MOTOBUHBI JIETEH MPUXOAUIIOCH HA BO3PACT cTapiie 4-X JieT).

CounanbHbli aHAaMHE3 JIByX TPy, B I€JIOM, HE HMENI JIOCTOBEPHBIX
paznuunii. Ho HE0OXOIMMO OTMETHTh, YTO B CEMBSAX BCEX TPYII COIMAIBHO-
YKOHOMHUYECKUN ypOBEHb OKAa3ajcsi HU3KUM: MaTEepPHAIbHO-OBITOBBIE YCIOBUA (IO
YPOBHIO MUHUMAJBLHOTO TPOXKUTOYHOTO oOOecreueHuss Ha 1 4Yell. COOTBETCTBEHHO
COLIMAJIbHBIM HOpMaM B Poccumn) okazanuch HEYAOBIETBOPUTEIbHBIMU IOYTH Y
KKJI0M 5-0if ceMbH, BbIclIee oOpazoBaHue 00a poautTens umend jauib 9,5-17%
NeTel, 3HAYUTENIeH MPOLIEHT MNPOPECCUOHAIBHBIX BpPEIHOCTEN Cpeau MaTrepei
(cooTBeTcTBeHHO MO Tpymmnam: 28,6% u 23,2%). IT0 HE MOTJIO HE OTPa3UTHCS Ha
KyJIbTYyp€ W KadyecTBE MUTAHUA ATUX CEMEW, a ClIeNOBaTEIbHO, U HA COCTOSHUU
310POBbS JIETEM.

AHanmu3upysi TEHEAIOTMYEeCKHWW  aHaMHe3 JeTe  HM3ydaeMblx  Tpymn
POJICTBEHHUKOB € JokyMeHTupoBaHHbIM HI'X He oOnapyxeHo. Ho, yuuThiBas
MOJIUMOPGHOCTh KIMHUYECKOW CUMTOMATHKU T€MOXpOMaTo3a, oOpaliajd BHUMaHHUE
Ha AacCOIMMPOBAHHBIE C HHUM HO30JOTHMM — TEMaTUThl, LUPPO3 U PaK MEUYCHHU,
apTpOmNaTHIO, KapJUOMHUONATHIO, CaxXapHbId JuabeT, TUIOTOHAIW3M. AHaIHu3
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OTATOILLEHHOW HACJIEACTBEHHOCTH MO accouuupoBaHHbiM ¢ HI'X 3aboneBanusiMm B
JIBYX UCCIIEyEMbIX IpyNIax npeacTaBieH B Tadbauue 3.

Tabnuya3
YacTtoTa HaCIEICTBEHHOM OTATOMEHHOCTH O acconmupoBanHbiM ¢ HI'X
3a00JIeBaHUSM B M3y4aeMBbIX TPyMIIax

Ho3zonoruueckue hopmbl 1 (n=21) 2 (n=155) 3 (n=32)
n % n % n %
['emaTuTel 1 4,7 3 1,9 1 3,1
Iuppo3 neueHu 2 9,5 2 1,3 0 0
Pax nieuenu 0 0 1 0,6 0 0
Aptponartus 2 9,5 5 3,2 2 6,3
Kapanommomarust 1 4,7 2 1,3 0 0
CaxapHblif TuadbeT 4 19,0 9 5,8 1 3,1
I'mnoronagusm 0 0 0 0 0 0
Bcero 10 47,4 22 14,1 4 12,5

Heobxoaumo OTMETHTh, YTO B TMEPBOM TIpyIIe OTHOCUTEIHHO 4Yalle
peructTpupoBaauchk 3adoneBanus, accouuupopanubsie ¢ HI'X (47,4%, uto B 3,4 u 3,8
pasa BbIIIE, YEM B IPYIIAX CPaBHEHUS U KOHTPOJISI COOTBETCTBEHHO).

CrnenyrolumM 3TanoM OIEHUBAIUCH (DaKTOPbI, BIUSIONIME HA OOMEH JKeje3a B
aHTEHATAJIbHOM TIEPUOJIe: BO3pACT MaTepu, HOMEp OEPEMEHHOCTH, COIMaJIbHO-
OBITOBbIE  aCMEKThl  (BpeAHbIE MPHUBBIUKH, MNPOPECCUOHANbHBIE BPEAHOCTH,
MOJIHOLICHHOE TIUTAaHKE), T€UeHUE OEPEeMEHHOCTH (TOKCHUKO3, IrecT03, 3a00JIeBaHuUsl,
yrpo3a MpepbiBaHMs, XpoHUYecKas ¢eToraleHTapHas HEIOCTaTOYHOCTh IUI0JIA),
POXKJICHUE paHblllie cpoka W crernuduueckas npoduiaakTuka (mpenapaThl Kejesa).
Heobxoaumo 0TMETUTh, 4TO, MPAKTUYECKHU, KaXKIbI 4eTBEPTHIN peOEHOK N3ydaeMBbIX
rpymn (28,6% B mepBoi rpymnme u 23,3% - BO BTOpOM) poAWiCs OT maTeped B
Bo3pacte crapiie 30 yer, u cpeaHui Bo3pacT ux coctaBui 35,6+0,71 ner u 34,3+0,68
rojia CooTBeTcTBeHHO 1o rpymmam (p>0,05). OcHoBHas YacTh JeTel B IBYX Tpymnmax
poIuiIach OT MOBTOpHOW OepemeHHOCTH (0T 2-4-0i1): mepBas rpynma — 57,2% u
Bropas — 52,9% (p>0,05). Ilpu sTom, oOpamano Ha ceOs BHMUMAHHE TO, YTO
MPOMEKYTOK MEXJy OCpEMEHHOCTSIMU HE MPEBBIANI 2-X JIET Y KaXKJO0TO TPETHEro
pebGéHka, poaMBIIErocsi oT MOBTOpHOM OepemeHHocTH. OT 5-9-0lf GepeMeHHOCTH
ponunock 4,8% nereit B mepBou rpynime u 5,8% — BO BTOPOIl.

W3 BpeqHbIX MpUBBIYEK OTMEUEHO KypeHue BO BpeMsi OepeMeHHocTH y 9,5%
Marepei B nepBoil rpynne u'y 8,7% - BO BTOpOi rpymIie.

OrneHnBas KaueCTBO MUTAHUS B aHTEHATAJIbLHOM NEPUOJIe ObLIO BBISBICHO, YTO
Oosiee yeM y MOJIOBHHBI AeTeil B M3ydaeMbix rpynmnax (61,9% B nepBoil rpymnme u
55,5% - BO BTOPOIf) JaHHBINA MEPUOJ MPOTEKAT Ha (JOHE HETIOTHOIIEHHOTO MUTaHus (B
paImoHe MaTepy MSCHBIE MPOAYKTHI, CBEKUE OBOIIU M (PPYKTHI, a TAKKE MOJIOUYHBIC
MPOAYKThI MPUCYTCTBOBAIN HE €KEAHEBHO).
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Oco00EHHOCTH T€YEHUS] aHTEHATAJIbHOIO NEPHOJA Y IETEeN UCCAEAYEMBIX TPy
IpeJICTaBICHbI Ha pucC. |

npodounakTvka | —— 33,3% | s6l2
XOA [52,3%]
aHemus
B 1 rpynna
XDPrMNH O 2 rpynna
O3 rpynna
recros
59,3%
TOKCUKO3 A
HenosiHoUeHHoe
nuTaHue
BbICOKUA HOMep 20.4%
8.5
6epeMeHHOCTH ‘ 1 ,4“/f’
T T

0,0% 10,0% 20,0% 30,0% 40,0% 50,0% 60,0% 70,0%

Puc. 1. XapakrepucTrka T€UeHNs aHTEHATAJIbHOTO NEPUOJA IETEN U3ydaeMbIX
TpYIIII.

Tokcuko3 I monoBuHBI 6epeMEHHOCTH (TOITHOTA, PBOTA, MHOT'/1a TOTEPSI MACChI
Tena) U 3a0oneBaHusi Bo Bpemsi OepemenHoctd (OPBU, numenonedpur, anruxa,
OpoHXuWanbHasl acTMa, TUIEpPTOHUYECKas O00JIe3Hb, OXUPEHUE, aTHEKCHUT)
JIMarHOCTUPOBAHbI OoJjiee yeM B MOJIOBHHE ciydaeB: 52,4% u 66,6% B mnepBoit
rpymme U 59,3% wu 56,8% BO BTOpOW rpymnmne cOOTBETCTBEHHO. [IpakTmuecku y
Kaxaoro mnaroro ped6énka B mnepod (19,0%) m Bo Bropoit rpymnme (21,3%)
aHTEHATaJbHBIA TEpPHOJ MNpPOTEKal Ha (OHE XPOHUYECKON (peToraneHTapHou
HegoctaroyHocTu. ['ecto3 Il monoBunbl 6epemeHHocTH (moBbiieHne AJl, oTéku Ha
HOTaX) PEruCTPUPOBAICS HECKOJIBKO Yallle Y XKEHILIUH B iepBoi rpymre (23,8%), uem
Bo Btopoi (16,1%), HO 06e3 craructuueckor 3Hauumoctu (p>0,05). Yrposy
MpepbIBaHus OCPEMEHHOCTH TOYTH C PABHOW YacTOTOM HMMENU MaTepu TMEpPBOM U
Bropou rpynisl (14,3% u 11,0%; p>0,05).

AHTeHaTanpHas NpoQuiIakTUKa Kene301e(PUIUTHON aHEMUH B IIEPBOM TpyIie
MIPOBOJIMIIACKH Y KaXKI0U TpeTbeit sxeHmuHbI (33,3%). Bo BTOpoOii 1 TpeTbeil rpymnmnax
9TOT TOKa3aTellb okasajcs Boimie (56,2% u 52,3% cootBercTBenHo P<0,05).

Bce netu mepBoi rpynmbl poauiIvCh B CPOK, @ BO BTOPOW TIPYIIE paHbLIE
cpoka (HemoHolIeHHOCTh | cremenu) poausioch Tpoe aeret (1,9%), HO Mexnay
OCHOBHOW TPYIINION W TPYNIIOW CPABHEHUS JOCTOBEPHOTO OTJIWYHS 110 JAHHOMY
npu3HaKy He BbisiBiieHO (p>0,05).

PanHee MCKYCCTBEHHOE BCKapMJIMBAHUE BBISIBIICHO, MPAKTHUUECKH, Y KaXIOro
TpeThero pedeHkKa B MEpBOM M BTOPOi rpymnmax. Heo6XoauMo 0TMETUTh, YTO U3 ITUX
JIETE MOYTH KaXKJbld BTOPOW IMOJy4aldu aJalTUPOBAHHBIE CMECH, a OCTAaJbHbIC
LEJIbHOE KOPOBBE MOJIOKO.

ITo3HEEe BBEEHNE IPUKOPMOB OTMEYEHO Yy 23,8% nereil mepBoil IpyIIIbl U y
14,8% nereir BTOpo#l rpynmbl. HenonHouieHHOe nuTaHue (MSCHBbIE MPOAYKTHI U
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cBexue QpykThl 1-2 pa3a B HEEII0) ¢ OJMHAKOBON YaCTOTON BCTPEYAIOCH B KAXIOU
rpynne (B nepoit — 28,6%, Bo BTOpoit — 27,1%, p>0,05). B panmone nuranus 3Tux
JeTell B OCHOBHOM MPHUCYTCTBOBAJIM MaKapoOHHbIE, XJIEOOOYIOUHbIC U3,
kaptodenb u mosyhadpuKaThl.

VYienbHbIA  BeC  BBICOKOTO  MH(EKIIMOHHOTO MHAEKCa (BUPYCHBIE U
OakTepuasibHble UHpeKuu Oosee 4-5 pa3 B roj, XpOHHMYECKHUE OYard HHQEKIIHH,
INIMCTHO-TIApa3uTapHasl HWHBA3usl) B TMEPBOM W BTOPOM TIpymmax oOKazaics,
NPaKTUYECKH, paBHBIM: niepBas rpynna — 33,3% (7 gen.), Bropast — 29,7% (46 gen).

[loctHatanpHas npodunaktrka JXJ[A Ha mepBOM rofay >KM3HHU MPOBOJIUIACH
Tosbko 'y 19,0% mnepBoil rpynnel Uy 17,5% BTOpOW rpymnmbl, ¥ JAOCTOBEPHOTO
pa3nuyus 1o JAaHHOMY NpU3HaKy He BbisiBieHo (p>0,05).

[lonBoast wWTor aHamHeE3y JKU3HH JETeH MCCIEAYyEeMbIX TPYII ClexyeT
OTMETHUTh, YTO TPYMIBI OTIIMYAIHUCH TIO CTPYKTYpPE OTATOIEHHONW HACIEICTBEHHOCTH
(mo 3aboneBanusiM, accouuupoBaHHbiM ¢ HI'X), m B cpemHeMm Kaxablii TpeTui
peOEHOK, Kak MEpBOi, TaKk U BTOPON TPYMIIbI, BXOJIWJ B TPYIIITY PUCKA MO Pa3BUTHUIO
KeJe30e(PUIUTHOIO COCTOSTHUSI.

Kak yxe roBopwiock Beime, u3 355 oOciemyembix nereit y 21 peOGénka
BbisiBlieHa MmyTtanus C282Y rena HFE, uro cocraBmio 5,9%. Bcee nmertu oxazanuch
reTepO3UTrOTHHIMU HOCUTEIISIMU JAHHOW MyTaIlUu.

Ha nepBoM starie uccinenoBanust sl OIIEHKU MOIMYJISIIIMOHHBIX XapaKTePUCTUK
pacnpenenenus mytaruu C282Y cpemu nmerert KemepoBckoit o6macTw, MpoBEASHO
uccienoBanue 3akoHa Xapnau-BaikinOepra. MartemaTHdyeckoe BBIpXKEHHE JTaHHOTO
IpaBUJia TO3BOJIAET KOJNMYECTBEHHO OIICHMBATh HE CTOJBKO HEM3MEHHOCTH
(cTaOMIBHOCTH) TEHETUYECKOr0 MaTepHayia, CKOJbKO, HAMpOTUB, T€ HW3MEHEHUS,
KOTOPBIE TIPOUCXOIAT B MOMYJIAIMAX M ONMPEACIUTh X Hanpasnenue (JKumymnes 1.0,
2003). [lnst oOLEHKM paBHOBECHS TMOMYJSIMMA TPOBEIM CPAaBHEHUE PACUETHBIX
(O)KuJaeMBIX) YaCTOT TEHOTUIIOB MCCIIEAYEMbIX T€HOB, U HAOIIOAAEMBIX, C yU4E€TOM
npaBuia Xapau-BaitnOepra. B Tabnuie 4 npuBeneHbl MogyYeHHbIE HAMH JIaHHBIE O
pacnpeneneHun HaOMI0/IaeMbIX U OKUJAEMBIX YacTOT BCTPEYAEMOCTH MYTaIlMH
C282Y rena HFE.

Tabnuya 4

CooTBeTcTBHE pacnpeeseHusi 4acToT Bctpeuaemoctu mytanuu C282Y rena HFE B
NOMyJISIMY 3aKOHY Xapau-BaiinOepra (B 10Js1X).

YpoBeHb
HaoOmromaemeie | OxumaeMbie CTaTUCTHYCCKOU
I'enoTun YaCTOThI YaCTOThI Xu-KBagpar 3HAYUMOCTH
Wild/Wild 0,9408 0,9417 0,9910 p>0,05
Wild/C282Y 0,0592 0,0574 0,8179 p>0,05
C282Y/C282Y 0,0000 0,0009 0,3291 p>0,05

[Tpumeuanue: * - Wild — annens “mukoro Tuma”

N3 tabmuupl BUaHO, uto To myTtanuu C282Y B uccinexyemoil rpymnmne aetei
JIOCTOBEPHO 3HAYUMBIX OTKJIIOHEHHM OT OXKHJIA€MbIX YaCTOT B COOTBETCTBHM C
npaBuioMm Xapau-BaitnOepra ne BbisBaeHO (p>0,05). IlomyudeHHble naHHBIC
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MOCITY)KIJIM OCHOBAHHMEM ISl CPaBHEHUS PE3yJIbTaTOB IO HOPMAJIBHOW MYyTalluu
(wild) u myramuu C282Y renma HFE ¢ gpyrumu momynsuusMu €BpOIICOUIHOTO,
MOHTOJIOUTHOTO U aPUKAHCKOTO MPOUCXOKIACHUS.

PacnpocTpaH€HHOCTh T€TEPO3UTOTHOrO HOCUTEIbCTBA MyTaruu C282Y rena
HFE makcumansna B Upnanauu (28,4%), uto B 4,8 pa3a Bbiiie, yem B Kyz0acce. B
OCTAJIPHBIX CTpaHax CeBepHOM M 1eHTpaibHOM EBpombl (Ppaninus, Hopserus,
IBeuus, danusi, Aurnus, Mcnanaus) nocurenscTBO Mmytaimu Wild/C282Y rena
HFE cocrasumo ot 6,5 10 12,7% (B cpennem — 9,6+1,1%). I[To mepe npoaBmkeHus K
tory EBponbl (I'epmanusa, Wranus, ['pernusi, Mcnanusi)) HOCHTENIBCTBO JTaHHOU
MyTallUl CHUKAETCS, COCTaBISET B cpenHeM 3,5+0,5%, 1 10CTOBEpHO OTIAMYAETCS OT
ceBepHoit EBpombl (p<0,01). Uto kacaercs 6emoro HaceleHUs CEBEPHOU AMEpHUKH,
ABctpanuu u HoBo#i 3enanauu, TO pacnpoCTPaHEHHOCTh MYTAaHTHOTO I'€Ha y HUX
JIOCTOBEPHO HE OTIMYAETCA OT KUTENEN CeBEPHOU EBpONBI, M COCTABIISIET B CPENHEM
10,2+1,3% (p>0,05). 310 00yCIOBICHO 3acCeICHUEM ITUX MATEPUKOB BBIXOIIAMU U3
BenukoOpurtanuu, Upnanauu, @pannuu, Jlanuu u 1pyrux crpaH ceBepHoit EBpombi.
VY kopennsix xutenet Adbpuku, Asun u ABctpasiuu Mmytanus C282Y rena HFE
npaktndecku He BcTpedaetcs (0,0-0,9%).

B namem peruone wyactora wmyrauuu C282Y rema HFE nHe wumeer
noctoBepHoro paszmuuusi (p>0,05) ¢ Takumu crtpanamu kak IlBenus (7,7%),
Ucnanaus (6,5%), Aurmus (7,6%), Ucnanus (4,5%) u CIHA (muratr KoHHEKTUKYT,
8,0%). Cpemu monynsmuii Poccuu Mb1 pacnionaraem nanabivu C. I1. [llepOunannO#N 1
coanT. (T. Mocksa, 2005) u C. B. MuxainoBoit u coant.(r. HoBocubupck, 2001).
YacToTa BCTpEUaeMOCTH FeTEPO3UTOTHOTO HOCUTENIbCTBA MyTaHTHOTO TeHa HFE B .
MockBa B 1,9 pa3a Bblllle M JOCTOBEPHO OTIMYAETCA OT HCCIECAYEMOM TPYIIIBI
Kysb6acca (11,2% mnpotuB 5,9%, p<0,05). B r. HoBocuOupck 3TOT mOKa3aTeib
okaszaics B 1,7 paza Hmxe (3,5% mpotus 5,9%, p<0,05).

[Ipu mpoBeneHun KiIacTEpHOro aHanmu3a 1Mo yactoTe myranuu C282Y rena
HFE B pa3nbIx monmymsuusx, BKIIOYas HAIIA MCCIEIOBAHUSA, Mbl OOHAPYKUIIHU, YTO
KemepoBckas 0611acTh HAaXOUTCS B OJTHOM KiacTepe ¢ Mcnanauei.

Tak B o0Oeux MOMyNSIUSAX OBUIA COMOCTABUMBI YAaCTOTHI TE€TEPO3UTOTHOTO
HocuTenbcTBa MyTaHTHOTO TeHa (Kyszbace 5,9%, Ucnanmus 6,5%, p>0,05). Kpome
TOTO, B CJICIYIOIINI MOAKIACC (CO CXOMHBIMU HAOIIOICHUSMHU) BOIIUTH TaKUE CTPAHBI
kak [IBenusi, Auriusa u CIIIA mrat KOHHEKTUKYT.

Takum 00pa3om, BCTPEUAEMOCTh T'€TEPO3UTOTHOIO HOCUTEJILCTBA MYTAHTHOTO
reHa remoxpomarosa B KeMepoBckoit obnactu cocraBuia 5,9%, 4To COOTBETCTBYET
gacToTe xutened, Hocutened myrtaruu C282Y rena HFE B Ucnannum, IBeruu,
Anrimu, CIIA mratr KOHHEKTHKYT, WM JOCTOBEPHO OTJIMYAETCA OT COCEIHEH
HoBocubupckoii o6nacTu.

CrenyroluM 3TarioM HaIIero UCCIEAOBaHUS ObUIO BBISABICHUE KIMHUYECKUX
CUMIITOMOB y T€TE€pPO3UTOTHBIX HOocuTesneid MyTaHTtHoro reHa HFE. HeoOxomumo
OTMETHUTbh, YTO Y JIETeH — TeTepOo3UroTHhIX HocuTene mytaruu C282Y rena HFE,
TUNMHWYHbIE KIMHUYeckue npuzHaku HI'X (Memnanonepmus, rematoMeraiusi, caxapHbli
nuabeT,  MUOKApAMOINAaTWsi,  apTpONaTHW,  TUIOTOHATU3M)  OTCYTCTBOBAJH.
bonpmHCcTBO Jereld mepBod rpynnbl (66,7%) uMenu cpegHee, TapMOHUYHOE
bu3nYecKoe pa3BUTHE, U CTATUCTUYECKOTO PA3IMYUS 110 3TOMY MPU3HAKY CO BTOPOM
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rpynnoi He BbeisBIeHO (60,8%, p>0,05). JocroBepHo uamie (B 2,25 pasza) y aerei
HocuTened MyTaHTHoro reHa HFE ompenensuiich cTUrMbBl qucAaMOpHUOreHe3a IIo
CpaBHEHUIO ¢ JAeTbMH BTOpoil rpymmbl (P<0,01), ocoGeHHO codeTaHWe CTUTM TJias,
VIIHBIX pakoBUH U runepanactosa (71,4%). AHEeMUYECKUN CUHAPOM B COUYETAHUH C
MpU3HaKaMu TKaHEeBOTro Jeduimra xenesa BoisiBlieH y 19,0% nereii mepBoii Tpymibl
B TIEpPHOJ] MHTEHCHUBHOTO pOCTa, @ BO BTOPOM TIpyIIe AaHHBIA CHUHAPOM ObLI
JTOKyMEeHTHpOBaH y 23,8% nereit (p>0,05).

Crnenyroommii CHHIPOM — BEreTO-COCYIUCTas JUCTOHMS BbIABICH y 23,8%
nereid mybepTaTHOro Bo3pacTa (CpeaHuid Bo3pacT coctaBuil 12,2 rona). B knuHuke
JOMUHUPOBAIIM JIAOWJIBHOCTh apTepuanbHoro nasieHus (A/l), napixarenbHas
apuUTMUs, TUNEPTUAPO3 JaJOHEH, CTON W MOJMBIIICYHBIX BHaJUH, MPaMOPHOCTH
KOKHBIX TTIOKPOBOB.

VY nByx ManbuukoB mnepBod rpymmbel (15 m 16 ner), moxkymeHTHpoBaHa
MIEpBUYHAS apTepUalbHAasl THUIIEPTEH3UsA, KOTOpas HOCHIA MPOTPECCHPYIOIIHIA
XapakTep ¢ MOpPaKEHHWEM OpPraHoOB MHUIIEHEH (aHTUOMaTUs COCYJOB CETYATKH).
CumnromaTryecKkuil reues3 noblieHuss A/l y MOJpPOCTKOB B YCIOBUSIX CTalMOHapa
OBLIT UCKITIOYEH.

VY 14,3% nereit, HocuTenelr myranTHoro rena HFE, BbIsIBIIeHBI KIMHUYECKHE
NPU3HAKU  JIU3arperaliioHHON  TPOMOOIIMTOINATUU:  HOCOBBIE  KPOBOTEUCHUS,
MOBBIIICHHAS] CHHSIYKOBOCTh, OOMJIbHBIE MEHCTPYaIlUU y JIEBOYEK.

Takue KIMHUYECKHE CHUMIITOMBI KaK KapAuadruu ¢ (YHKIIMOHAIbHBIN
CUCTOJIMUECKUN IIyM B 005acTH cepana ooHapyxeHsl y 14,3% nereit. Ho mpusnaku
KapauTa W  MHOKapaIUOAMCTPOUU  OTCYTCTBOBAIM — TpPaHULBl  CepAla
COOTBETCTBOBAJIM BO3PACTHOW HOpPME, MpHU ayCKyJbTAllMM CEpAlla TOHBI SICHBIE,
I'POMKHE U HapyIICHUs] pUTMA HE 3apETrUCTPUPOBAHBI.

Hetn c¢ orcyrcrBuem wMytamuun  C282Y rema HFE mno ximuHWYeckoi
CHUMITTOMATHKE TPAKTUYECKH HE OTIIMYAIUCH OT JeTel nepBoit rpymmsl (p>0,05).

['enaronreHanbHbId CHHIPOM Y BCEX MCCIEAYEMBIX IE€TeN OTCYTCTBOBAIL. [Ipn
npoBeaeHnd Y3U medeHu, cene3€HKH, MOIKEIYJOYHOU Kele3bl CTPYKTYPHBIE
HapYIIEHUs B OpraHax Cpequ AeTeil 00euX IrPyII HE BHISBIICHBI.

Pe3ynbTaThl uccneqoBaHUs TMOKa3aTeNEd CpPEIHUX BEIUYUH SPUTPOHUIHOTO
pocTka mnepudepruyeckord KpPOBH y JETEeH HUCCIEAYEeMBbIX TPYII MPEICTABICHBI B
Tabnwuiie 5.

Tabnuya 5

XapakTepucTruKa KpacHOro pocTKa NepudepruuecKoil KpOBU B U3y4aeMbIX
rpynmax
I'pynnel | DpUTPOLUTHI Hb Ht CIo IIIT Perukyno- CO5

(- 10%/m) (r/m) (%) (rir) el (%0) | (MM/4)
1 (n=21) 4,52+0,09 131,4+4,2 39,4 28,9 0,86 11,9+0,7 8,7

M+m +0,8 | +0,56 | +0,02 +0,9
2 (n=155) 4,45+0,05 127,5+1,9 40,6 28,4 0,85 8,7+0,3 8,4
M+m +0,5 | +0,21 | 40,01 +0,4

3 (n=32) 4,59+0,05 133,1+1,4 40,9 28,9 0,87 7,25+0,4 7,9
M+m +0,6 | +0,26 | +0,01 +0,6
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Cpennue 3nauenus sputporuton, Hb, Ht, CI'D, LII, u COD y nereit 1 u 2
TPyMIbl ObUTA B Tipeaenax (U3UOJOTUYECKOW HOPMBI, U HE UMEIH MEXKTPYIIIOBBIX
nocroBepHbix paszmumuuit (p>0,05). Tem He MeHee, BHYTpH TpYNIbI JaeTeH —
Hocutenet mytaruu C282Y rema HFE mokaszarenu spuTpoumHoro pocTka ObuH
rereporeHHbMA. Tak y 19,0% neteii conepskanue Hb 6puto camkeno mo 88-113 1/,
MIPU 3TOM OTMEYAJIOCh CHIKCHHE KOJUYECTBA dPUTPOIUTOB 10 3,8-4,1 '1012/JI, CID
MakcumanbHo 110 23,1 mr, I - 0,7-0,8, Ht - 32-35%, u moBkIIeHHE PETUKYITOITUTOB
10 15-20%e, dTO XapakTepHO s kenezonehunutHoN anemmu. A y 14,3% nereit
BBISIBIICHBI BBICOKHE mokasatenn Hb (148-178 r/m), spurpountos (5,2-5,5 -10"%/1). B
nanHoM ciaydae Ht u CI'D umenu TeHACHIMIO K YBEJIMUYEHUIO MaKCUMalIbHO 10 48%
1 32,3 r COOTBETCTBEHHO, PETUKYJIOLMTHI ObLIK B Tipeaenax HopMbl (8-11%e), COD
CHWXaJach 110 2-4 Mmm/4.

Cpennue 3Ha4Y€HUSI PETHKYJIOIUMTOB B MCCIEIYEMBIX TpYIIax TakkKe ObUIH B
(bU3HONIOTHYECKUX TIpeiesiaX, HO B 1 rpymme 3TOT MoKa3aTelb 0Ka3ajcs JIOCTOBEPHO
Boimie (11,9+0,7%o mpotus 8,7+0,3%e BTOpOI rpymms, p<0,001).

VY nereit OCHOBHOM TPYMIIbI BRISIBJICHA BBICOKAS MPsIMast CBS3b MEXIAY YPOBHEM
Hb u spurporuramu, Ht, CI'D, LII1, u Bbicokast oOpaTHast CBsi3b Mexay ypoBHem HbD
n perukynouutramu, CO3. Takad Xe KOPPEISIIMOHHAS CBA3b MPOCICKUBAIACH B
rpynne cpaBHeHust. OOpalano BHUMaHue To, 4To B 1 rpymme mexay ypoBHeM Hb u
KOJIMYECTBOM PETHUKYJIOIMTOB OTMEYAIach BICOKAs oOpaTHas CTEIIEHb 3aBUCUMOCTH,
B TO BpeMsl Kak BO 2 TpYIIe AaHHAs CBSA3b OKa3ajach CPEIHEU CHJIBI, YTO MOXKET
CBUJIETEIHCTBOBATh O MEHBIICH PEreHEpaTOPHON CIOCOOHOCTH KOCTHOTO MO3Ta Y
neteit Hocutenen mytaruu C282Y rena HFE.

CrnenyrommM 5TaroM HAIIero WCCIEIOBAaHUS SBHJIACh OIICHKAa COCTOSHUS
nokasareyied oOMeHa »eie3a y Jerei HocuTened wmytantHoro reHa HFE wu
CpPaBHUTEJIBHBINA aHATU3 C JETHMU TPYMIbI CPABHEHUS.

Cpennue 3HaueHUs TTOKazaTeneld MeTaboM3Ma Kele3a y IeTeH UCCIeqyeMbIX
TpyII Tpe/ICTaBIeHbI B Ta0IUIIE 6.

Tabnuya 6
XapakTepucTuka OOMeHa xKele3a y JeTel UCCIeyeMbIX TPYII
['pynmbr CX OXCC KHT oC TpC
(MKMOJIB/1) (MKMOJIB/1) (%) (Hr/mn) (mr/m)

1 (n=21) 20,8+1,9* 63,1+1,6 34,6+3,7* 41,4+3,9** | 201,6+18,7
M+m

2 (n=155) 16,4+0,7 65,8+1,1 26,2+1,3 15,1+1,3 192,3+6,6
M+m

3 (n=32) 20,2+1,4 51,2+1,3 37,4+1,8 34,4+1,4 184,8+17,6
M+m

[IpuMeuanue: JOCTOBEPHOCTh PA3IMYHN ITOKA3ATENEW CO BTOPOW IPyIIoin
* p<0,05, ** p<0,001
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VY nereit - rerepo3urotHeix Hocureneil mytamuu C282Y rena HFE cpennue
3HAauEHUA TMoKa3arenel oOMeHa xene3a ObUId B mpesesiax (GU3n0I0rH4ecKOo HOPMBI,
U JIOCTOBEPHO BBIIIE, IO CPaBHEHUIO C JETbMU BTOPOM TPYyNIbI, MO TaKUM
nokazarensiM kak CK, KHT u ®C. Uto noaTBepKIaeT HAIWYHUE OTIMYUTEIIbHBIX
yepT oOMEHa >Kejie3a Jake MPU IeTepOo3UroTHOM HOCHUTENbCTBEe MyTtamuu C282Y
reHa HFE. Heo6Xo1uMo OTMETUTB, YTO Y KaXA0T0 BTOPOTO peOEHKA BTOPOU TPYIIIIBI
(50,3%) noxyMeHTHUpOBaH JIaTeHTHBIN AeduuuT xene3a, korna OC peructpupoBacs
Hke 20 HI/MII, ¥ OTCYTCTBOBaIa aHEMHUSL.

Cpenu nereld TepBOM TPYIIBI  BBIABICHA TIpsiMas, CHJIbHAS — CBSI3b
koHIeHTparuu obmero Hb ¢ CX (r=0,86, p<0,001), KHT (r=0,85, p<0,001) u ®C
(r=0,84, p<0,001), u obpatHas cBs3b cpeaneii cuibl ¢ OXCC (r=-0,71, p<0,001). B
rpyInie JeTeil ¢ OTCyTCTBUEM MyTaHTHOTo reHa HFE Takke npociiexxuBaercs npsamast
KOppeJsIMOHHas CcBs3b KoHIeHTpanuu odmero Hb ¢ CX (r=0,74, p<0,01), KHT
(r=0,68, p<0,01) u ®C (r=0,43, p<0,001), HO yMepeHHOW CHJIbL. YMEpCHHas
KOppeJsiliis B JAaHHOM cllydae OOycCIIOBJI€Ha TeM, 4YTO BO BTOPOW TpYIIE YacTo
BCTPEYAETCS CHUCPOINCHUS MPH HOPMAJIbHBIX M BBICOKMX 3HaueHUsX obirero Hb wu
sputporToB. B o0eux wuccienyemMbix Tpynmnax OTCYTCTBOBAJA KOPPENSIIIMOHHAS
CBsI3b MEXKy KOHIIeHTpanueit oomero Hb u T C.

Koppensuuonnsiii ananuz mexay OC u mokasaTenssMd aHaiu3a KpPOBHU
Mpe/ICTaBIICHbI B TabuIe 7.

Tabnuya 7
Koppensumonnsii ananus mexay @C u nokasaTensiMu KpaCHOTO POCTKA
nepupepruuecKoil KpoBH

ITokaszaTenu KpacHOTo IPUTPO- Hb Ht CIo HII | Petuxy- | COO
pocTKa nepugepuyecKoi LUTHI JIOLIUTHI
KpOBH
1 rpynma r 0,64 0,84 | 0,75 0,73 0,74 -0,54 -0,80
p 0,002 |0,000 | 0,000 | 0,000 | 0,000 | 0,012 0,000
2 rpynna r 0,36 0,41 0,39 0,29 | 0,27 -0,21 -0,42
p 0,000 0,000 | 0,000 | 0,000 |0,000 | 0,045 |0,000

I — K03(hPULHMEHT KOPPENSILIMU, P — JOCTUTHYTBIN YPOBEHb

Bricokas crenens 3aBucumoct otMeueHa Mexay @C u BceMu mokazaTensiMu
KpacHOTO POCTKa nepudeprudeckoil KpoBH y aetei Hocuteneld mytamuu C282Y reHa
HFE. Yewm Boitire ypoBenb ®C, TeM 00JIbliie KOJTMYSCTBO IPUTPOIIUTOB, 0bI1iero Hb,
yBennuuBatorca Ht, LII u CI'D, wu yMeHbLIaeTCs KOJIMYECTBO PETUKYJIOLUTOB U
COD. V nereil BTOpOHl Ipymibl TaKKe MPOCIECKUBACTCS Koppessinua Mexay OC u
MOKa3aTes MU aHaJIN3a KPOBHU, HO MEHEE BhIPAXKCHHASI.

Takum 00pa3oM, CTATUCTUYECKH 3HAYUMBIX PAa3IMYMid B CPEIHHUX 3HAYCHUSIX
MoKasaTelied KpacHOrO0 pOCTKa Mepudepruyeckorl KpOBH MEXAy TpymnrnamMu He
BBISIBJIEHO, HO y Hocutened myrauuu C282Y rena HFE ®C okazancs B 2,3 pasa
BBIIIIE 110 CPABHEHUIO C JICThbMU, HE UMEIOITUMHU JaHHYIO MyTaluio. B cBs3u ¢ 3TuM,
MOXHO TMPEANOJIOXKUTh, YTO HOcuTenbcTBO MyTamuu C282Y rena HFE, naxe
reTEPO3UTOTHOE, BIUSIET Ha CTENEHb JEMIOHUPOBAHUS KeJie3a B OpraHu3Me, KOTOPOe
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B CBOIO OY€pe/b OTPaXKaeT KaueCTBO BCAChIBAaHUS MUKpOAJIeMeHTa. B 00enx rpymmax
BBISIBJICHA JOCTOBEPHAs KOPPEIAIHs MEXIy ypoBHeM oOmiero Hb u mokazarensmu
MeTabosm3Ma kenesa, a Takke mexay @C ¢ nmokazarensiMud SPUTPOUTHOTO POCTKA
nepudepruueckol KpoBH, HO BO BTOPOM TpyIIle JaHHBIC CBSI3U OKAa3aJMCh MEHee
BBIPAKEHBI.

TpaauuMOHHO B KIMHUYECKOW MEIUaTPUM MOBBIIICHHOE BHUMAHUE YACISETCS
HU3KOMY ypoBHIO oOmiero HbD (aHemMuu), a BBICOKMM ITOKa3aTelsAM HE MPUIAFOT
JOJDKHOTO 3HAYEHUS, W CUYUTAIOT 3TO KPUTEpPHEM OJaromoy4us WIA 310POBbsI.
Yposenb oOmero HD orpakaer B opranm3sMe kadecTBO OOMEHa Keies3a, C
M30BITOYHBIM HAKOTUICHHEM KOTOPOTO acCOIMUPOBAaH TreMoxXpomaTo3. B cBs3u ¢
ATUM, NIPAKTUYECKUA MHTEPEC B HAIIIEM MCCIICOBAHUY MPEACTaBUIIA TpyNNa AeTeH 1
IIOJIPOCTKOB C BBICOKUM cojepxanuem obmero Hb wu spurporuroB. M3 Bcex
obcnenyembix aereit (N=176) obmmit Hb Beime Qu3monornyeckolr HOPMBI UMETH
15,3% (27 uemn.).

Cpenu Hocuteneir myraruun C282Y renma HFE ypoBens o6mero Hb u
KOJIMYECTBO 3PUTPOILIUTOB BBINIE HOPMBI BhIsIBICHBI Y 14,3% (3 yen.) u cocraBuiIu:
Hb — 148-178 r/n, sputpormts — 5,2-55 - 10"/1. Bo BTOpOii IpyIIe BBICOKHMIA
ypoBeub Hb obHapyxen y 15,5% (24 pe6énka), u ero kojaedaHus coctaBuin ot 150
r/n no 167 r/n, a cpeaHee 3Ha4YeHHE COOTBETCTBOBaIO — 156,4+1,15 r/n. ¥V Bcex
JeTell ¢ BBICOKMMH IOKa3aTesisiMu obmiero Hb ormedannch u BbicOKHMe 3HauCHUS
KOJTHYeCTBA putpoutoB — oT 4,9 - 10'%/1 mo 5,9 - 10"/ (cpennee 3HaueHme —
5,4+0,04 - 10%%/n).

CrneayrommmM 3TarnoM Mbl H3ydalid OCOOCHHOCTH KJIMHUYECKON CHUMIITOMATUKH
1 MeTaboIM3Ma JKelle3a y MallieHTOB ¢ BBICOKUM ypoBHeM obmero Hb cpenn aerei
Ipyninbl CpaBHEHMs, TaK Kak y Hocurened MyrtaHTtHoro rena HFE »to He
MPEACTaBIIIOCH BO3MOXHBIM H3-3a HAJIMYMAS BCETO 3-X JETed C BBICOKHMH
napaMmerpamu oommero Hb. B mepByro moarpyriny BOIUIH JETH ¢ BHICOKMM YPOBHEM
obmero Hb (n = 24), ¢ 1enp0 KOHTPOJIA, BO BTOPYIO TPYIIY BKJIIOYEHBI JETH C
HOpMaJIbHBIMU 3HaYeHHUsIMH o01ero Hb (n = 25).

B Bo3pacTHOM acriekTe JeTH ¢ BBICOKUM ypoBHeM ootero Hb Obuiu ot 7 10 16
JIeT, U cpeaHuil Bo3pacT coctaBui 13,8+0,5 ner, BO BTOpYIO MOArPYINY AETH BOILLIU
B Bo3pacte oT 8 mo 16 ner (12,5+0,5 ner, p>0,05). JleTn ¢ BBICOKUMHU 3HAYSHUSIMHU
obmero Hb oxkazamuce npeumymiectBeHHo ManpuukamMu - 95,8% (23 gen.).
COOTBETCTBEHHO BO BTOPYIO MOATPYIMIY BOIUIM TakKK€ B OCHOBHOM MAaJb4HKH —
96,0% (24 gen.), p>0,05. Takum oOpa3oMm, B BO3paCTHOM H IIOJIOBOM acCIEKTE 00¢
MOATPYIIIBI CTATUCTHYECKOTO Pa3INUuus HE UMETTH.

AHanu3upysi TEeHEJIOTHYeCKU aHaMHE3 JIETe C BBICOKUMHU IOKa3aTeIsIMU
obmiero Hb, HeoOXoaUMO OTMETUTH, UTO Y 86,4% HACICACTBEHHOCTh OTSTOIICHA 110
ACCEHLMAIIBHON  apTEPUANIBHOW THUIEPTEH3UHM U  ACCOLMUPOBAHHBIM C HEH
3a0oeBaHUsIM (MO3rOBOM MHCYJIBT, MH(PAPKT MHUOKapAa, HIeMHU4YecKass OOJe3Hb
CepJIlla, aTepoCKIEpPO3 COCYIOB), YTO B 2,5 pas3a BbIIIEC, Ye€M B IMOATPYMIE C
HOpMaJIbHBIMU 3HaueHusMH oomero Hb (35,1%, p<0,001).

N3yuenne aHaMHe3a ACTEH MCCIIEIyeMBbIX MOATPYII IMOKa3ajao, 4To Hanboee
OJIarompuATHO MPOTEKAJ AHTEHATAJILHBIN MEPUOJ B MOATPYIIE JAETEH ¢ BHICOKUMU
MOKa3aTeNIIMHA SpUTPOIUTOB. 13 amOynaTopHbIxX KapT, ObUIO BBIsBICHO, 4TO ¥ 20,0%
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JeTell ¢ HOpMaJbHBIMH 3HaueHUsIMH o01ero Hb B mepuose pannero Bo3pacra Obiia
JOKYMEHTUPOBaHA  KeJle30JePUIIMTHAsT aHEeMHs, KOTOpas  KOpperupoBaiach
npenapatamu xesne3a. Cpeau neTeit ¢ BBICOKMM ypoBHeM HD anemMudeckuii cuHapom
B paHHEM Bo3pacTe ObUI BBISIBIEH TONBKO y 8,3%, uTo B 2,4 pa3a MEHbIIE YeM BO
BTopoii moarpymie (p<0,05).

Cpennee rapMoHMYHOE (PU3NYECKOE PA3BUTUE CPEIU JIETe C HOPMaJIbHBIM
ypoBHeM obiero Hb umeno makcumanbsHbii yaenbHbid Bec (64,9%), uto B 1,6 pasa
BBIIIIE, YEM CPEIH AeTel ¢ BhICOKMM ypoBHeM obmiero Hb (41,7%, p<0,05). B cBoro
ouepenp, cpend Jnered 1 mOATpyHmbBl  JIOCTOBEpHO TMpeodiafanyd JeTH ¢
MOBBIMICHHBIMUA ~ TIapaMeTpaMd  (U3UYECKOTO  pPa3BUTHSA  (BBINIE  CPEIHETO
TapMOHUYHOE, CpelHee AUCTapMOHMYHOE 3a CY€T H30BITKA MacChl Tela) U B
COBOKYITHOCTU OHM cocTaBwiud — 54,1%, uro B 1,9 pa3a BbIlIe, yeM cpenu AeTei 2
noarpymmsl (28,7%, p<0,05).

Crnengyer OTMETHTh, YTO CHHAPOM apTEePUATBHOU THIEPTEH3UH ObLI BBHISBICH
MPAKTUYECKU Y Kaxzaoro tperbero pedénka (33,3%) ¢ BBICOKMMHU 3HAYCHUSIMHU
obmtero Hb. M3BecTHO, YTO cpeau B3pOCIBIX C TMIIEPTOHHYECKOW OOJIE3HBIO YACTO
BCTPEYAIOTCS BBICOKKE IU(phI 001iero Hb u saputponmtos, KOTOphie paciieHUBAKOTCS
KaK BBICOKUU PHUCK CEPJIEUHO-COCYAUCTHIX OCIOKHEHHUM, BKIIOYasi TpOMOO(IeOUTHI,
BCJICJICTBHE TOBBIIIEHHON BsiskocTH KpoBu (Lowe G.D., 1997). ¥V nereit BTOpoOii
noArpymmbl Beicokue mudpsl AJl peructpupoBamuch 10cToBEpHO pexe — B 8,0%
cirydaeB (P<0,001), 9TO COOTBETCTBYET OIMyOJMKOBAHHBIM CTATUCTHUYCCKHM JTAHHBIM
BCTPEYAEMOCTH apTEPUATIbHOMN TMIIEPTEH3UU B MOIMYJISIUUU CPear MOIpPOCTKOB (3,8 —
18%) (Henmcosa M.B., 1993, AprammmnoB A.I'., 1997, bynuna E.I'., 2007).
ApTepualibHasl TUTIEPTEH3US Y JETeH HMCCIEAyeMBIX TOATPYII Oblla TIEPBUYHOTO
reHes3a, ¥ y Bcex Ne0IoTHpoBaia B MOJPOCTKOBOM Bo3pacTe. B mepBoi moarpymme
cpenane BenmmuuHbl CAJ[ cocraBumm — 144,8+1,8 mwm.pr.cr.,, JTAJl — 85,7+1,7
MM.pT.CT., 1 BO Bropoir — CAJl - 144,2+1,6 mm.pt.cT., IAJl — 86,2+1,4 MMm.pT.CT
(p>0,05).

Cpenu pgeredi ¢ BbICOKMMH mapamerpamu obmero Hb u AJl curapom
apTepUANbHON THIEPTCH3MH MPAKTUYCCKH y KakIoro Tpethero pedénka (37,5%)
HOCHJI IPOTPECCUPYIONIHNI XapaKTep ¢ BEICOKMM PUCKOM (PHUCK 3) paHHUX CepJeYHO-
COCYIUCTBIX 3a00JieBaHUN, M C TOpPAKCHUEM OPraHOB MHUIICHEH (aHTHONaTUs
CETYATKH, TUIEPTPOUsi MHUOKap/a JIEBOTO Kenyaouka). CHUMOTOMAaTUYECKHI TeHe3
apTepuaIbHON TUNEPTEH3UU (PHIOKPUHHBIN, HEPPOTeHHBINH, PEHO-BACKYJIAPHBIA U
KOApKTallis aopThl) HCKIIOYAJCS corjacHo PoccuiickuMm pekoMeHIaIusM 110
TUArHOCTUKE MPO(PIIAKTUKE M JICUCHHIO apTEPHAIIBHONW THUIIEPTCH3UNU (BTOPOM
nepecMoTtp, 2005).

OuenuBas aHanu3 nepudepuyeckod KpoBH y JeTed NepBOM MOArPYIIIIbI,
OTMEYCHA BBICOKAs NpsMasi KOPPEJSIIHOHHAs CBSI3b MEXKIY YpoBHeM obiero Hb u
koimaecTBoM aputpouutoB (r=0,77, p<0,001), m BbicOKass oOpaTHas KOPPEISAIIUS
Mexay ypoBHeMm obmero Hb u COD (r=-0,78, p<0,001), T.e. yem BbIllic 3HAYCHHUS
sputporutoB u odmero Hb, rem menpme COD. [lomoOHas 3aBUCHMOCTB, HO YKe
CpeIHel CHWJbl, MPOCISKHUBATACH B TPYIIE ACTEH ¢ HOPMAJIBHBIMU MapaMeTpaMu
obmero Hb. Cpennee 3nauenne COD y gerell ¢ BBICOKMM ypoBHeM obOiero Hb
coctaBuiio 3,1+0,21 Mm/4, 1 KoebaHue TToKa3artels ObLIO B mpeaenax 2 — 5 Mm/4, a
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BO BTOPOM TpyIlne AaHHBIN MOKa3aTenb okaszaics B 2,5 pasa Bbime (7,9+0,37 mm/y,
p<0,001).
Jlanee Mbl OLIEHWIJIM TTOKA3aTeNd METa0oIM3Ma kKelle3a Y JIeTei ¢ BHICOKMMHU U
HOpMaJbHBIMU 3HaYeHUsIMH 001ero Hb, u mpoBesy cpaBHUTENBHBIN aHAIN3.
Cpennue 3Ha4eHUs MOKazaTesell oOMeHa Kelle3a B UCCIEAYEeMBIX MOArpyIax
IpeCTaBIeHO B TabmuIe 8.

Tabnuya 8
Cpennue mapaMeTpsl moka3aTeseii MeTaboanm3Ma xKejes3a B HCCIeTyeMbIX
MOATPYIIITaxX
MOATPYTIIIBI CX, OXCC, KHT, @C, T)pC,
MKMOJIb/TI MKMOJIB/JI % HI/MII MI/ T
M+m M+m M+m M+m M+m

1(n=24) | 25,9+0,52* | 53,9+1,31* | 48,5+1,29% | 28,3+2,23* | 158,2+9,20%*

2 (n=25) | 17,740,78* | 64,0+1,09* | 28,5+1,40* | 12,8+1,28* | 194,3+8,46**

[Tpumeuanue: *-10CTOBEPHOCTH paznuuuid Mexay moarpymnmnamu, p<0,001,
**. IOCTOBEPHOCTH paznuuuii Mexxay noarpymmamu, P<0,05

Cpennue 3nauenus CXK (25,9+0,52 mxmons/i), OXKCC (53,9+1,31 mxmodnb/1),
KHT (48,5+1,29%), ®C (28,3+2,23 ar/mun) u ToC (158,249,20 mr/mn) y aereit ¢
BBICOKMMH TIOKa3aTelisiMu obmrero Hb okasammce B mpenenax ¢u3uoornyecKoi
HOPMBI, U JIOCTOBEPHO BBINIE 3TUX >K€ 3HadeHui BTopou moarpymmsl (P<0,001,
p<0,05). Yposensr CXK u KHT Bbiilie HOpManbHbIX 3HAYEHHUM ObLT TOKYMEHTUPOBAH Y
Ooyiee TOJIOBHHBI JIeTe ¢ BbICOKMMH ypoBHeM obOmiero Hb (58,3%), u nanHbIe
MmokKaszarelid okasainuch B mpenenax 26,4 — 30,3 mxmons/n u 50,5 — 60,3%
COOTBETCTBEHHO. TeM He MeHee, HeCMOTPS Ha XOpOIIO HACHIIICHHYIO IIJIa3My
KeJIe30M y MOJIPOCTKOB ¢ BbIcOKMM oOmmmM HbD, yposens ®C, koTopslii oTpaxkact
JIETI0 MUKPOAJIEMEHTa B OpraHu3Me, y Kaxaoro Tpetbero pedénka (33,3%) oxazancs
Ha ypoBHE cujiepornennn (Menee 20 HI/MiT), ¥ B LIETIOM HE BBIXOAMII 3a npenensl 8,0 —
43,6 ur/mii. YTO MOKET CBUIETENBCTBOBATh O BBICOKMX MOTPEOHOCTSAX OpraHu3Ma B
eje3e B MOJAPOCTKOBOM MEPUOJIE.

Bo Btopoit noarpynmne cpennue 3HadeHuss CXK (17,7+0,78 mxmons/n), KHT
(28,5+1,40%) n ®C (12,8+1,28 ur/mi) okasamuch cHmxensl, a OXXCC (64,0+1,09
MKMOJIb/JT) — TioBbIIIeHa. Cpeu aeTeil ¢ HopMaabHBIM ypoBHeM odmiero Hb y 58,5%
ormedanuch Hu3kue nmokasaremu CXK u KHT (B mpenenax 4,6 — 16,5 mkmouns/n u 5,5
— 29,1% cooTBeTCTBEHHO), U TONBKO y 18,0% 3T mokazartenu perucTpupoBaIUCh
BBHIIIIC HOPMAJIBHBIX 3HAYEHUH, 4TO B 3,2 pa3a MEHbBIIIE YeM B TOJATPYIIIE JCTEH ¢
BoicokuM obmm Hb (58,3%, p<0,001). Hapsay ¢ atum  ypoBenbr ®C okazaics B
npenenax ot 0,8 ur/mn mo 58 wr/mn.  Ho, HeoOXoawmMo OTMETUTH, YTO ¥y
MOIABJISTIOIIETO OoNbIMHCTBA feTel (79,8%) B moarpymnme ¢ HOpMaJIbHBIM YPOBHEM
ob6miero Hb yposens ®C He npesbimain 20 Hr/miI, 4To B 2,4 pa3a 00JIbIIIe, YeM CPeIu
nereid mepBodt moarpymnmsl (79,8% mnpotuB 33,3%, p<0,001). CnemoBarenbHO,
HECMOTpPS Ha HOpPMallbHbIe 3HadeHHUs ypoBHsA oOmero HD, y 79,8% nereit BTopoi
MOATPYIIITHI OB IOKYMEHTHPOBAH JIATCHTHBIN TePUITUT jKeme3a.
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CornacHo JUTEpaTypHBIM JIaHHBIM Y B3POCIBIX CYIIECTBYET CBA3b MEKITY
MPOAYKTaMU IyPUHOBOIO OOMEHa M DJPUTPOINOI30M, a TakKe MeTaboJIu3MOM
sputpouutoB ( Pykositkuna JILA., 2006, Acheson R.M., 1996).

Heo0xoauMo 0TMETUTH, YTO B MOATPYIINE C BHICOKMM ypoBHeM obOriero Hb y
Oonee monoBuHBI Aeteil (54,2%) peructpupoBaiach TUIIEPYPUKEMUS, U KOJieOaHUs
YPOBHSI MOUEBOM KHUCIIOTHI cocTaBisuid oT 342,0 no 436,0 mxmonb/n. Cpenu nereit ¢
HOPMaJIbHBIMU 3HaueHHsAMH o0mero HbD wyacroTa rHNEpypukeMuu oKasajiach
nocroBepHo Huxke (9,8%), yro B 5,5 pa3za MeHbLIEe 4YeM Cpeld JeTed NepBO
noarpymmnsl (P<0,001). YpoBeHb MOYEBON KHCIOTHI y JI€T€ BTOPOW MOATPYMIbI
Haxoauics B npeaenax 305 — 345 mxmons/n. Kpome Toro, cpennee 3HaueHne ypoBHS
MOYEBOW KUCIIOTHI KPOBH Y JIETeH C BEICOKUMU MapaMeTpamu odmero Hb okazamoch
JIOCTOBEPHO BBIIIEC IO CPABHEHHUIO C TPYNIONW HOPMAaIbHBIX 3HaueHWi oOmero Hb
(339,0+9,2 mMxmomw/n ipotus 257,0+4,4 Mmxmois/in, p<0,001).

Hapssny ¢ otum, B mnepBoil moarpymme Obula BbISIBIIEHA —MIpsiMast
KOPPEJSLUOHHAS CBA3b CPEHEH CHIIBI YPOBHSI MOUYEBOM KHCIOTHI KPOBH C OOIIUM
Hb, xommuectBom sputpouutoB u Ht (r=0,70, r=0,66, r=0,60 coOTBETCTBEHHO,
p<0,001). B cBoto ouepesb, B MOATPYIIE ¢ HOPMAIBLHBIMUA 3HAUYCHUSAMHU 001Iero Hb
B3aMMOCBSI3U TIOKa3zarenel obmiero Hb, komuuecTBa spurpounToB u Ht ¢ ypoBHeM
MOYEBOM KUCJIOTHI HE 0OHAPYKEHO.

[TonBonst utor pe3yibTraramM MPOBEACHHBIX HCCIEIOBAHUM, MOMXKHO CHEIaTh
BBIBOJ, 4YTO JETH C BBICOKMMH ITOKasareasmu obOmero Hb  oxaszamuce
MPEUMYIIIECTBEHHO MaJbYUKaMU TMOJAPOCTKOBOTO BO3pacTa M OTIMYAINCh OT
HOJTPYIIIBI C HOPMATLHBIMU 3HaueHMsIME oO1iero Hb mo cnenyrommm mapamerpam:
[0 OTATOWIEHHOW HACHEACTBEHHOCTH IO AapTEpUAIbHOW THUIIEPTEH3UH W
acCOIMMPOBAaHHBIM ¢ HeW 3aboneBanusMm (y 86,4% nereil), mo Haubosee
0JIaronpUsITHO MIPOTEKABIIEMY aHTEHATAJIbHOMY epuoay (BKIIFOUAs
cOalaHCUpPOBAaHHOE TMHTAHHE MaTepel BO BpeMs OEpeMEHHOCTH), MO MapaMmeTpam
bu3ndecKoro pa3BuTUs (AIOMUHUPOBAIN BBICOKOE (PH3MYECKOE pa3BUTHE U M30BITOK
MaccChl TeJa), TI0 YacTOTe BCTPEUAEMOCTH CHHIPOMA apTepHaIbHOW TUNepTeH3uu (y
33,3% nereii), 110 CUIILHOM TIPSMON KOPPEISIIMOHHON CBSA3H MEXIAY YPOBHEM OOIIETro
Hb 1 KoMYeCTBOM 3pUTPOLIUTOB, CHIILHOW OOPATHOM CBSI3M MEXy YPOBHEM OOIIETO
Hb u COD, u obpaTHON Koppemsaiuu cpenHed cuiasl Mexay Ht u COD, mo
napameTpamM, OTPaXaroluM METabO0Iu3M Kee3a (0Ka3aIuch JOCTOBEPHO BHIIIIE), TIO
4acToTe BcTpeuaemoctu rumnepypukemuu (y 54,2% nereil) U ypoBHIO MOYEBOM
KHUCJIOTHI (JIOCTOBEPHO BBINIE), a TaKXKE MO HAJTUYUIO TPSIMOM M CpEIHEU CHJIBI
KOPPEJSILIMOHHOM CBSI3W MOYEBOM KHCJIOTHI ¢ KOJIMYSCTBOM SPUTPOLMTOB, 00mum Hb
u Ht.

Takum o0pa3zom, B pe3yibTaTe HCCIENOBAaHUSA JI€Ted — TeTePO3UTOTHBIX
Hocutenedt myrtauuu C282Y rena HFE Hamu ObUTM BBISIBJICHBI JTOMOJHUTEIBHBIC
daktopel s hopmupoBaHus rpymnnbl pucka mo HI'X: coderanuwe oOTATONMIEHHON
HACJIEICTBEHHOCTH 10 accoruupoBanHbiM ¢ HI'X 3a0oneBanusiM ¢ onpeneneHHbIMU
CTUTMaMH JaucIMOpuoreHesa (codetanue aucmopdus3ma TIias3, YIIHBIX PaKOBUH W
runepanacto3a). HecmoTpsi Ha oTcyrcTBHE KiaMHMYeckux cumnTomoB HI'X wu
JIOCTOBEPHBIX TUATHOCTUYECKUX KPUTEPUEB MEPETPY3KU OPTraHU3Ma KEJIe30M Cpeau
neteit Hocurtened Mmytaruu C282Y reHa remMoxpoMaro3a, HaMU BBISIBIIEHO, YTO
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reTepo3urotHoe  HocutenbcTBO C282Y renma HFE Brouser Ha  cremeHb
JICTIOHMPOBAHHUS Kelle3a B OPraHU3Me, KOTOPOE B CBOIO OYepeab OTPakaeT KauyecTBO
BCACBHIBaHMSI MUKPOJJIEMEHTA.

BbIBO/IbI

1. Yacrtora reTepo3uroTHOro HocuteiabcTtBa MyTamuu C282Y  rena
HACJICICTBEHHOTO TeMoXpomaro3a cpenu aeteil KemepoBckoi 00IacTé COCTaBIISECT
5,9%.

2. Jlma perel — TreTepO3UroTHBIX HocuTened wmyrtauuun C282Y  reHa
reMOXpoMaTo3a XapakTepHbI OTATOIIEHHAsS HACIEACTBEHHOCTh IO ACCOUMUPOBAHHBIM
C reMOXpOMaTO30M 3a00JI€BaHUSIM (IF€NaTUThI, [IUPPO3 M paK MEYEHHU, aApTPOIATHH,
KapJMOMHOIIATUH, CaxapHbld JHMabeT) M MHOXECTBO CTHIM JHUCAIMOpHOreHe3a
(ocoOeHHO nucMop(hU3M II1a3, YIIHBIX PAKOBUH U THIIEPINACTO3).

3. YV gpereit — rerepo3uroTHeix Hocutened wmyrtammu C282Y rena
reMOXpPOMAaTO3a BBISABJICHBI Pa3HOHANPABICHHBIE MOKAa3aTeln OOIIEro reMorioOuHa
(aHemusi, HOpMallbHbIC 3HAYEHHUsS, BBICOKHME IIOKAa3aTeIM) M BBICOKAas oOpaTHas
3aBUCUMOCTH MEX]1y YPOBHEM OOIIEr0 reMOrJI00MHA U PETUKYJIOIUTAMHU.

4. Y nereii — TeTepo3UroTHBHIX Hocutene wMytamuu C282Y reHa
reMOXpoMaTo3a BbISIBIEHBI 0COOEHHOCTH OOMEHa elle3a B BUE JOCTOBEPHO Oosee
BBICOKOTO  COJEp’KaHUS CBIBOPOTOYHOTO JKe€Je3a, (EeppuTUHA CBHIBOPOTKH U
Kod(pduleHTa HaCBIINICHUSI TpaHC(EppUHA KEIE30M, B CPAaBHEHUU C JETbMH C
OTCYTCTBUEM JAHHOUW MYyTallUU.

5. Jletu C BBICOKUM YypOBHEM OOIIEro TreMOrjioOMHa U KOJUYeCTBa
spurporuToB, 06e3 Mmyramuu C282Y reHa remoxpomaros3a,  OKa3aJHCh
NPEUMYIIECTBEHHO  MallbYUKaMH  MOJPOCTKOBOIO  BO3pacTa, C  BBICOKHUMH
napamMeTpamMu (HU3NIECKOTO PA3BUTHS, CPEIN KOTOPHIX y KaKIOTO TPETHETO pedeHKa
JIOKyMEHTUPOBAH JIATEHTHBIM JaePUIMT Kele3a, a y KaXIOro BTOPOrO —
TUNIEPYPUKEMUS.

HNPAKTUYECKHUE PEKOMEHJIALIUN

1. Hammume y peOEHKa  OTATOLIEHHOM  HACIEACTBEHHOCTH  TIO
aCCOIIMMPOBAHHBIM C HACJCACTBEHHBIM T€MOXPOMATO30M 3a00/IeBaHUSAM (TENaTUTHI,
IUPpPO3 H pak T[EUeHU, apTpONaTHUH, KapAMOMHOIIATHH, CaxXapHBIH auadeT);
MHOYKECTBa CTUTM AucaMOpuorenesa (6osee 10), ocobeHHO coueTanue aucMopduzma
ria3 (SMHUKaHT, IHPOKas IEPEHOCHIA, TOIYObIe CKJCpPBI), VIIHBIX PaKOBHUH
(aCMMMETPHYHO PACIIOJIOKECHHBIE, OTTONBIPEHHBIC YIIW, MPUpPOCIIas MOYKa yXa) U
THIEpIJacTo3a JaloT OCHOBAaHWE IS BKIIOUCHHS €ro B TPYIIy pPHCKAa TIO
HACJICICTBEHHOMY T'€MOXpOMAaTo3y, C TMOCJIEAYIONUM HCCICAOBAHUEM YpPOBHS
dbepputrHa CHIBOPOTKH U BhIsBIeHHS MmyTanuu C282Y rena HFE.

2. Jletsam, reTepo3uroTHeIM HocutensiM myTtanuu C282Y rena HFE, umeronum
B aHaMHE3€ TPAJUIMOHHBIE (AKTOPBI PUCKA PA3BUTHUS KEIE30ACPUIIUTHON aHEMUH,
nepes nmpoBeneHueM (GeppornpoduIakKTUKH HEOOXO0IUMO B 00S3aTEILHOM IOPSIIKE
MIPOBOJIUTH UCCIIEIOBAHNE YPOBHS ()ePPUTHHA CHIBOPOTKH.
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3. JuarHoctuku nedunuTa >Keie3a B KIMHUYECKOM TMpakTUKE B BHIE
W30JIMPOBAHHOTO OIpENeTICHUs] YPOBHA TpaHc(epprHa CBIBOPOTKH KpPOBH HE
1esecoo0pa3ta, BCIIEICTBUE OTCYTCTBHS €r0 KOPPEJSAIMOHHOW CBSI3M C YPOBHEM
oO11ero remoriaoOnHa U eppUTHHA CHIBOPOTKH.

4. ManpburKOB MOJAPOCTKOB C BBHICOKMMH IMapamMeTpaMu OOIIEero reMOrIo0nHa,
KOJIMYECTBA SPUTPOIMTOB M YPOBHS MOYEBOW KHUCIOTHI HEOOXOIMMO BKJIIOYATh B
TpyNIly PHUCKAa IO paHHEMY pa3BUTHIO ACCOIMHUPOBAHHBIX C THIIEPypUKEMHUEH
3a0oNieBaHUsAIM (apTepuanbHas TUIEPTEH3Us, ypaTHas Hedpomatus, CepAeyHO-
COCYJIUCTBIC OCTIOKHEHUS).
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Cnucok cokpameHni

AT’ — apTepuanibHasi THIIEPTEH3US

AJl — apTepualibHOE J1aBJICHUE

A/l — nnacToinueckoe apTepUaibHOE JIaBICHUE

KHT — xoadduirieHT HachIeHus TpaHncpepprHa KeIe30M
Hb — remornodun
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HI'X — HacneaCcTBEHHBIA FeMOXPOMATO3

HFE — tpancmeMOpaHHBbIi O€JI0K HACIEACTBEHHOIO TeMOXpoMaTo3a
Ht — rematokput

OXCC — o6m1as sxene30CBsI3bIBaroIIas ClIOCOOHOCTh CHIBOPOTKH
[TLIP — nonumMmepasHas uemnHasi peakuus

CA]Jl — cucronnueckoe apTepraibHOE JaBiIeHUE

CXK — CBIBOPOTOUHOE KEINE30

COD — cKOpOCTh OCENaHUs IPUTPOLIUTOB

TpC — tpancdeppuH CHIBOPOTKU

VY3U — ynbTpa3ByKOBOE UCCIICIOBAHUE

®C — heppuUTHH CHIBOPOTKU



