AHanu3 JaHHbIX, IPEACTABICHHBIX B Ta0nuie 1, IoKa3ai, YTO CTATUCTHYECKU 3HAUUMBIX
pa3nuumii B KIMHKUKE 3200JIeBaHMsI Y TAIMEHTOB OOEHMX TPYI BBIABICHO HE OBLIO, YTO, TO-
BU/IUMOMY, CBSI3aHO C HEOOJIBIION BEIOOpKOH. OTHAKO, OTMEYAETCS OTYCTIANBASI TCHICHIMS K
0oJ1ee BBICOKOM 4acTOTE OOJBITUHCTBA Kal00 y OOJBHBIX IEPBOM TPYIIIIHI.

[Tpu ananuze maGopaTopHbIX MOKazarenel (Tadmuia 2) oOHapy»KEHO, YTO y MAIMEHTOB C
myTauueir H63D ypoBHM remMoriiodnHa v 3puTporToB Obutn goctoBepHO HIbke (p = 0,03 u p =
0,02 cooTBeTCTBEHHO). B OMOXMMHMYECKMX aHAIM3aX KPOBU CTATUCTUYECKH 3HAUUMBIX Pa3iiu-
4uif 0OHapyKeHO He OBLIO.

Tabmuna 2 — OcHoBHBIE Ta00paTOPHBIE MOKA3aTENN KPOBU OOJIBHBIX

ITokazarenp 1 rpymnmna 2 rpynna P
DpurpouuTsl X 10"/ 2,89+ 0,29 3,84+0,2 0,02
T"emorno0un r/n 91,8 +9,2 119 £ 6,6 0,03
AnanuHoOBas TpaHcamuHaza, Ex 36+1,9 36,4+ 6,6 0,18
AcnaparuHoBasi TpaHcaMuHa3a, En 31+8,9 20+ 1,4 0,21
Ilenounas docdaraza, Ex 280,3 + 66,6 206,5 + 33,8 0,18
OO6muii OMIMPyOrH, MKMOJIB/JT 57+£15 105 + 37 0,2
Buvieoown

VY namuentoB ¢ kpuntoreHHsM LIIT orMedaeTcst 6osee BbICOKasi O CPAaBHEHHIO C IOIY-
JSIUOHHOM YacToTa rerepo3uroTHsix Mmytauud H63D B rene remoxpomarosa (33,3 u 15,7 %
[4] coorBeTcTBeHHO). Kpome Toro, y Gonbnbix LI ¢ HamuumeM reTepo3UroTHOW MyTalluu
H63D 3ameuena TenneHus K 6ojee BHICOKON YaCTOTE OCHOBHBIX KJIMHHUUYECKUX MPOSBICHUN
3a00JIeBaHMUs, & TAK)KE BBISBICHBI JOCTOBEPHO 00JIee HU3KHE YPOBHU T'€MOTTIOOWHA U SPUTPO-
IIUTOB. DTO MOXET CBUIETEILCTBOBAThH O OoJiee TshkenoMm tedenuu LII1 y manueHToB npu Ha-
auyun MmyTtanToro amuienss H63D rena remoxpomarosa. [IpuBeneHHbIE JaHHBIE YKA3bIBAIOT HA
HEO0OXOAMMOCTh MPOJIOJDKEHMSI UcceaoBanui BiusiHus myTanuii reHa HFE Ha ocoGennocTn
pa3Butus u nporpeccupoBanus XJI3I1.
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Beseoenue
Xponuueckue muddysHpie 3adoneBanus mnedenn (X3I1) ocrarorcs oqHON M3 BayKHEHIIHMX
npo0JIeM METUIMHBI BCIICICTBHIE BBICOKOW PACIIPOCTPAHEHHOCTH M TSDKECTH JAHHOW marosorud. B



riocTieiHee BpeMsi Bce 0oJiee aKTUBHO M3YHYArOTCSl META0OIMUYECKHe HapylIeHHs Kak (hakTop pucka
pa3BUTHS U IPOrPECCUPOBAHMS IATOJIOTMHM ITeUeHu. B yacTHOCTH, J0Ka3aHa, HO HE JI0 KOHILa U3y4eHa
POJIb MyTallMii T'eHa FeMOXPOMaTo3a Kak THOIOrHYecKoro (pakTopbl 3a0oseBanus nedenu [ 1, 3, 4].

[IpuumHOil remMoxpomaro3a sBisitoTcss nBe myTtauuu B rene HFE — C282Y u H63D.
Wzyuenne nanHbx myTaimid y OonbHbIX XJ[3I1 mpoBoauTcst ydeHBIMH pa3iHyHbIX cTpaH. W3-
BECTHO, YTO HE Yy BCEX JIMII, UMEIOILUX JaHHbIEe MyTalluH, pa3BuBaeTcs Oone3nb. Hanbomee yacto
KIMHUYECKUE TPOSBICHUSI FEMOXpOMaro3a cOOTBETCTBYIOT reHotury C282Y/C282Y (romosu-
TOTHasi MyTaLusl), OJIHAKO, MOTYT BCTPEUAThCs U y JIML[ C IPyTUMHU T'€HOTUIIAMH, BKJIIOUYasi rere-
PO3UIOTHBIE U KOMIayHA MyTaluu [3, 4, 5]. B TeueHne HacienCTBEHHOIO FeMOXpOMaTo3a Bblfe-
JSIOT TPH CTaauu: 0e3 HAIMYMS MEeperpy3KH KeJe30M; Ieperpyska skene3oM 0e3 00Je3HEHHbBIX
NposiBJIeHNH; MaHu(ecTarus 6one3nu. [Ipu Guorcun neueHn yacto oOHapykuBaroTcst Gudpo3 u
LUPPOTUYECKUE N3MEHEHUS. BO3MOXXHO pa3BUTHE IeNaToLEIUTIONAPHON KapuyHoMel [ 1, 3, 5].

VY nanueHTOB C HACJIEICTBEHHBIM I'€MOXPOMAaTO30M BBIPAKEHHOCTh KIMHUUYECKUX IPO-
SBIIEHUI KOPPEIUPYET C BO3PACTOM U MMoJIoM. MaHu(ecTHOe TeueHre B Bo3pacte Monoxe 20
JeT HaOmroIaeTcs peaKo. Y MYKUMH 3a00JieBaHUE MPOSBIISIETCA B 00Jiee MOJIOAOM BO3pacTe,
4yeM y >keHImuH [5]. CnenyeT OTMETUTh, YTO U3MEHEHUS OMOXMMHUUYECKHUX TTOKa3aTesield 4acTo
MOTYT OIlepexaTh KIMHUYECKHE MPOsBICHUs Oose3Hu [4].

B cBs31 ¢ 3TUM OlleHKa OMOXMMUYECKHX U TeMaTOJI0rMUEeCKUX MoKa3aTeneil KpOoBH y MalleH-
ToB ¢ X/I3I1 B 3aBucuMocTH oT Haymmuust Mytauuid B rede HFE npencrasisiercs akTyanbHOM.

Henw

N3yuuth nokazarenu o0IIero 1 OMOXMMHUYECKOro aHa30B kpoBu y OonmbHbIX X311 ¢ my-
TalMsIMU B T€HE TEMOXPOMAaTO3a U OLIEHUTh BO3MOKHYIO POJIb MyTalMii B TATOJIOTUH TIEYEHH.

Mamepuasnst u memoost

Hamu Ob1o mpoBezieHO KIIMHUYECKOe U J1abopaTtopHoe obcneioBanue 46 OONMbHBIX XpOHUYE-
cknMu (D PY3HBIMA OOJIE3HSIMH TIEUeHN Ha 0a3e MOJIMKIMHUYECKOro oTeneHus PecryOmmkaH-
CKOTO HAyYHO-TIPAKTHYECKOrO LIEHTPa PaHalliOHHON MEIUIIMHBI U 9KOJIOrUHU 4eroBeka. Jlabopa-
TOpHOE 00CIIeI0BaHNE OOJIbHBIX BKJIFOUAJIO OOLIMI KJIMHUYECKUI aHaIn3 KPOBH, BBINOIHEHHBIH C
MOMOIIIBI0 aBTOMAaTHYECKOT0 FeMaToJIONMYECKOr0 aHaIM3aTopa, a TAKKe pa3BEpHYThIH OMOXUMHU-
4yecKMi aHaimu3 KpoBHU. Kpome Toro, mpoBoanIoCh FEHOTUITMPOBAHUE MTALIMEHTOB HA HAJIMUUE MYy-
tarmid C282Y u H63D B rene remoxpomarosa Ha 6aze [[HJIa oM MYV .

[TonmyueHnHble pe3ynbTaThl 00padaThIBAINCh CTATHCTUYECKUMU METOJAMU C MOMOIIBIO
nporpamm «Microsoft Excel» u «Statistica» 6.0. CpaBHeHHe NaHHBIX B HE3aBUCHUMBIX T'PYyII-
nax MpoBOJMIIOCH C TIOMOIIBIO KpuTepuss MaHHa-YUTHH, 1071el — TOYHOTro Kputepus Duiepa.

Pezynomamul u 0ocyymcoenue

Cpenu o0cie10BaHHBIX HAMM MAMEHTOB MyTaluu ObUTH OOHapy»keHbl y 12 (26 %) na-
rueHToB. U3 Hux 7 (15,2 %) O0NbHBIX SIBISUIHCH TeTepo3uroTamu mo awiento H63D, 1 (2,2 %) —
rereposurora C282Y. Komnaynansie retepo3urotsl 282Y/H63D onpenenensl B 3-x cirydasx
(6,5%). B onnom ciyuae (2,2 %) BbIsIBJIEHa TOMO3UTOTa IO MyTaHTHOMY asuiento C282Y.

B 3aBHCHMOCTH OT MOJTy4E€HHBIX MPU TEHOTUITUPOBAHUN PE3YJIbTATOB BCE MAIIUEHTHI ObI-
7 paszzaeneHsl Ha 2 rpynnsl. [lepBas rpynna — 12 (26 %) GoapHBIX ¢ HAIMYUEM MYTalUl
rena HFE. Bropyto rpynny cocraBuiu 34 (76 %) nauuenta ¢ romo3uroramu resa HFE no
ajutenmto nukoro tuma (Hopma). CpenHuid Bo3pacT OOJIBHBIX B 00€HMX TpyIax 3HAYUMO HE
paznuuancs (1-s1 rpynna — 46,7 + 4,3, 2-9 rpynna — 49,7 + 3,1, p = 0,273). B Tabnune 1
IpeCTaBJICHbI MOKA3aTeNIM METa00IM3Ma Kelle3a Y alueHTOB 00eHX TPYIIIL.

Ta6muma 1 — INokazaTenun metabonu3Mma xene3a y narueHToB ¢ X /311

[Toka3zaTens 1 rpynmna (n =12) 2 rpynna (n =34) p
CBIBOPOTOYHOE YKEJIe30, MKMOJIB/JT 26,0 £3,7 18,3+1,5 0,097
DeppuTHH, MK/ 2009 + 58,9 152,7+253 0,3
OXXCC, MKMOJIB/I 78,5+ 6,4 73,3+2,3 0,37
Tpancdeppun, r/n 2,55+0,12 2,78+0,11 0,18
% HachlIleHUs TpaHCcheppruHa 34,6 £ 6,6 27,5+2,1 0,2




AHanu3upys JaHHbIe, IPeCTaBICHHbIe B Ta0iuie 1, cieayer ckazaTh, YTO CTaTUCTUYE-
CKH 3HAYUMBIX Pas3lIM4Mid B TMOKAa3aTesIX MeTabom3Ma jkejie3a y MAlMeHTOB 00euX TPy
BBISIBJICHO HE OBbLIO, YTO, MO-BUIUMOMY, CBSI3aHO C HEOONBIINM 00bEMOM BbIOOpKH. TeM He
meHee, y 6ombHbIX X/[311 ¢ Hanmumnem MyTanuii mokazaTesii OMOXMMHYECKOTO aHAJIN3a KPOBU
OTpaxkaroT OoJiee BHICOKHI YPOBEHb jkele3a B opranuzme. Kpome Toro, runepdeppemust 3Ha-
YUTEJIBHO Yallle BCTpedanack B 1-it rpymnne namuentoB rpymnmsl (41,6 %), yem Bo 2-i (9,7 %,
p = 0,025). CrnieacTBueM 3TOT0 MOXKET ObITh OTJIOXKEHHE Kejle3a B TKaHU MIEUYEHHU, YTO CI0C00-
CTBYET IIPOrPECCUPOBAHUIO TTATOJIOTMUECKOTO MPOIecca.

Janee g oneHKy QyHKIUU NIEYSHU MIPOBEICHO U3yUeHHUE NoKa3aTesneld OHOXUMUIECKO-
ro ananusa kpoBu y nanueHToB ¢ XB3II B 3aBucumoctu ot Hanmuusa mytanui rena HFE.
JlaHHble IpeCTaBICHbI B TA0IHIIE 2.

Tabmuua 2 — OcHOBHBIE TOKa3aTeNI OMOXUMHUYECKOTO aHAIIN3a KPOBU OOJIBHBIX

Ioxaszarenn 1-s1 rpymma (n = 12) 2-s rpymma (n = 34) p
lNamMarmoTamunTpascnentuiasa, Ex 384 +£233 102 + 34 0,051
AnaHuHOBas TpaHcaMHuHa3a, Ex 46,4 +9,2 53,9+9,5 0,34
AcnaparuHoBasi TpancaMuHasza, En 38,3 +24,6 50,4 + 8,6 0,25
Ilenounas docdaraza, En 207,1 £ 89,6 135+33,2 0,39
OO6mmit OMMpyOrH, MKMOJIB/TT 24,2 + 6,8 29 £ 6,4 0,29

JIOCTOBEpHBIX pa3inyuil B TMOKa3aTelsx oOenxX Tpymi He ObUTO, YacTOTa BBISBICHUS
CHHJIPOMOB IIUTOJIM3a U XOJIecTa3a OblIa IPUMEPHO OJUHAKOBOM B 00eux rpymmnax. Beissie-
Ha TEH/ICHIUS K MOBBIIICHUIO TAMMArTI0TAMIJITPAHCTICTITHAA3bl Y OONBHBIX 1-i rpymImbL.

Tak Kak OJHMM U3 OCHOBHBIX ITyJIOB JK€Jie3a B OPraHU3Me SIBIISIETCA JKEJIe30 reMoryioou-
Ha, IPOAHAIM3MPOBAaHbl OCHOBHBIE ITOKA3aTENIN OOIIETO aHAIN3a KPOBHU OOJIBHBIX: KOJINYECTBO
SPUTPOLIMTOB, FeMOITIO0MHA, CPETHUI KOPIyCKyJIspHbIi 06beM sputpouuta (MCV), cpennee
conepxanue remoriaoduna B spurporure (MCH) u cpenHsisi KOHIIGHTpaLusi TeMOTI00MHA B
sputpouure (MCHC). Pe3ynbTarsl cpaBHEHUs NpecTaBiIeHbl B Tabnuue 3.

Tabmuua 3 — JlanHbpIe 001IeTO aHANM3a KPOBU NMAMEHTOB |-i 1 2-ii rpymm

[Toxa3zaTens l-g rpymma (n=12) | 2-s rpymma (n = 34) p
Spurporwtsl, x10'*/n 4,95+0,12 4,66+ 0,1 0,07
I'emornobuH, r/1 140 £2,3 139+3,2 0,32
MCV, ¢n 83,6 +1,5 88,1 +1,3 0,044
MCH, nr 28,4 + 0,67 30,2 +0,53 0,033
MCHC, % 33,87+£0,5 34+0,53 0,5

BersBiieHo, 4To cpeiHuil ypoBeHb reMoryioOnHa OblI MPaKTUYECKU OJUHAKOBBIM B 00€UX
rpymnInax, KOJIMYeCTBO 3PUTPOLIUTOB OBLIIO HECKOJIBKO BbIIIE Y O0IbHBIX 2-i Tpymibl. OnHaKO,
CpeHee CoJiepKaHUe FeMOTJI00MHA B SPUTPOLIUTAX U CPEIHUI 00bEeM SPUTPOLIUTOB OBLIT 10C-
TOBEPHO HIDKE Y manueHToB |-ii rpynmsl. [loxokne M3MEHEHUs! SpUTPOLUTAPHBIX HHCKCOB
OTHMCaHBI B IUTEpaType y OONBHBIX HACIIEICTBEHHBIM FeMOXpOMaTO30M [2].

Buieoownt

Hannuue myrtanmii B reHe remoxpomaros3a y O6onbHbix XJ3II siBisiercs 1OmMONHUTENb-
HBIM (PaKTOPOM PHUCKA PA3BUTHS CUHAPOMA MIEPErPY3KH JKEJIE30M Y JAHHBIX MMAlMEHTOB, UYTO B
NEePCHEKTHBE MOXKET CIIOCOOCTBOBATh MPOIPECCUPOBAHUIO MATOIOTHYECKOro rnporecca. Tak-
K€ y TaKUX MAIMEHTOB BO3MOXKHBI U3MEHEHUSI T€MOI1033a, MPOSIBIISIFOIINECS CKIOHHOCTBIO K
MHUKPOLIMTO3Y U HU3KOMY COZEP>KaHUIO T€eMOIJIO0MHA B 3PUTPOLIUTAX.
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Beeoenue

[TaeBmonus (I1) — pacnpoctpanenHoe 3a00JIeBaHHE CO CIIOXKHBIM MPOTHO30M M aKTy-
anbHasi IPUYMHA CMEPTHOCTHU JIeTel pa3HOro Bo3pacrta B mupe. 3aboneBaemocTs 1 cocrabis-
et 15-20/1000 mere#i mo 3-x net u 5-6/ 1000 nereii crapmre 3-x ser [5]. B 2008 r. B Poccuun
MPUHAT MPOEKT pabouel kinaccudukanuu OpPOHXOJIETOYHBIX 3a0o0sieBaHul y neteil. B coot-
BeTcTBHUU C Hell mox Il mormMaroT octpoe MHGEKITMOHHOE 3a00JIeBaHUE JIETKHUX, TPEUMYIIe-
CTBEHHO, OaKTepuaIbHOW ITHOJOTHH, XapaKTePU3YyIOIIeecss 04aroBbIM MOPAKEHUEM PECIIH-
PaTOPHBIX OT/EIOB C BHYTPHAJIBBEOJIIPHON 3Kccynanueil. Kputepuu ee AMarHoCTUKH: JIUXO-
panka, Kauienb, (U3MKaIbHbIe U3MEHEHUS B JIETKHX, JIbIXaTeJbHAs HEAOCTATOYHOCTh B COYE-
TaHUU ¢ WHOUIHTPATUBHBIMA W3MECHCHUSMH B JICTKUX I10 JIAHHBIM PEHTTEHOTpaQUH U HAJIH-
YHEeM OCTPOBOCHANIUTENbHBIX U3MeHeHH B reMorpamme [3]. [1o aTuonoruu BbIAENAIOT Oak-
TEpUANbHYI0, BUPYCHYIO, TPHOKOBYIO, Mapa3suTapHyo0, XJIAMUJAUHHYI0, MUKOIJIA3MEHHYIO H
cmemanuyto I1 (J13 — J18). Ilo ycnoBusimM nHpULIMPOBaHHS — BHEOOIBHUYHYIO (JOMAIIHION,
amMOyJIaTOPHYI0), BO3HHUKIIYIO BHE JICYEOHOTO YUPEXKIEHUs, U BHYTPUOOIBHUYHYIO (TOCIH-
TalbHYI0, HO30KOMHUaIbHYI0) I1, pasBuBIIytocsa B TeueHue 48—72 yacoB Mociie TOCIUTAIN3a-
1y win 48 yacoB 1nociyie BbIMUCKU. [0 AUTENbHOCTH pa3pelieHns MHEBMOHUYECKOIO MPo-
1ecca BBIICNAIOT ocTpoe (10 6 Heaenb) u 3atTsbkHoe (1,56 mecsneB) Tedenue. Mopdonoru-
yeckast (popma Il onpenensieTcs XxapakTepoM ¥ OOIMIMPHOCTHIO MOPAXKEHUS JIETKOTO C YYETOM
KIIMHUKO-PEHTT€HOJIOTMYECKUX JAHHBIX; pa3lIn4yaroT O4aroByio (HamOojee pacripoCTpaHEH-
HYI0), 04aroBO-CJIMBHYIO, MOHO- M TOJHCETMEHTapHYI0, KPYMO3HYI0 (JIO0apHYI0) U UHTEp-
crunransuyio Gopmsl I1. Tsoxects I1 onpenensiercss BhIpaKEHHOCTHIO KIMHUYECKUX TPOSB-
JICHUH W HAJTMYUEM OCJIOKHEHUI; 3a00JIeBaHUE MOXKET OBITh CPEAHETSHKEIBIM H TSHKEIbIM. K
TsoKeNbIM oTHOCAT I1, TpeOyromuye HHTEeHCUBHOM Tepanmuu JIETOYHO-CEPACYHON HE0CTaTou-
HOCTH, TOKCHKO3a, a TAK)KE [TPOTEKAIOIINE C OCIOKHEHUSAMU. BhIIEAIOT 1erounble (IIEBPUT,
abciiecc JIETKOTO, MHEBMOTOPAKC, MUOMHEBMOTOPAKC) M BHeJerouHble (MHGEKIHOHHO-
TOKCUUYECKHH 10K, CEPJIEYHO-COCYAUCTasi HETOCTaTOUHOCTh, JIBC-cunnpom) ocnoxuenus I1
[1, 3]. Otronorus I1 3aBucut ot Bo3pacta namuenta. OCHOBHBIM BO30yIUTENIEM Y AeTel 6 Me-
cseB — S5 ner sBusercs S. pneumoniae (70-88 %), pexxe — H. influenzae tuna b, «aTumnmd-
Hble» 11, Be13BanHble M. pneumoniae n Chl. pneumoniae, Bctpedatorcst B 15 % u 3—7 % ciy-
yaeB COOTBETCTBEHHO. B Bo3pacte 7—15 ner Ha nomto S. pneumoniae npuxoaurcs 3540 % Bcex
ciyyaeB; yncio 11, BbI3BaHHBIX BHYTPUKJIETOYHBIMU MaTOT€HAMH, Bo3pacTaeT (Ha M. pneumoniae 1
Chl. pneumoniae npuxoautcs A0 2344 % u 15-30% cnydaeB coorBeTcTBeHHO) [1, 2]. CTapToBas



