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U3yyeHa HacnefcTBeHHasi OTAMOLWEHHOCTb N0 3ab60/eBaHUsIM, aCCOLMMPOBAHHbLIM C Meperpy3Koi ene3oM, B CEeMbSX
y 41 pebeHKa ¢ YacTblMU MyTaLMsIMKU Hacae4cTBEHHOro remoxpomartosa (HI) 1 tuna (C282Y, H63D, S65C). [pynny KOHTposs
cocTaBuan ceMbu 27 AeTEH, Yy KOTOPbIX YacTble MyTaumm HIT He 6blim 06HapyxeHbl. CpaBHEHbI YaCTOThl }e/1e€30aCCoLMmMpo-
BaHHbIX 3abonieBaHmit y 560 yneHoB cemen y aeten ¢ mytaumamu HI n 390 4ieHoB cemeli aeter 6e3 MyTaumni. BoisBieHs!
HEeKOoTopble 0COBEHHOCTU MEAMKO-reHeasorM4ecKoro aHaMHesa, KOTopble MOryT 6biTb 06YC/10BAEHbI M3OLITKOM Kese3a,
M KOCBEHHO YKa3blBaTb Ha Haanyne mytaumi B reHe HFE. TaK, 60/bluasi YacToTa OHKOJIOrMYeCKnX 3a601eBaHui, caxapHoro
AnabeTa, LUMppPO30B NMEYEHN N CMEPTEN POACTBEHHUKOB B Bo3pacTte 40 50 neT ABs0TCS OCHOBaHUEM A/11 UCCIe0BaHUs
0b6MeHa Kenesa v poBeaeHUs] MOJIEKY/IIPHO-reHETUYECKOro MCCIe0BaHUsl Hac1eACTBEHHOro reMoxpomMarTosa.
KnroyeBble cnoBa: Hac/ieCTBEHHbIN reMOXpOMaTo3, Hac/1eACTBEHHOCTb, AETH.

M3BeCcTHO, 4TO K 3aboseBaHWSAM, accoUMMPOBaAHHbIM B TOM 4ucne K poccuinckon [5-8]. Mpu vacToTe annens

C neperpy3kon xenesom, OTHOCATCA LMPPO3 MNeyeHw;
caxapHbli aunabet, B 6onblien creneHu |l Tuna; gerexe-
paTMBHblE apTpoNaThu; HapyLeHUs puUTMa cepaua u Kap-
AvomuonaTuu, Ha3blBaemble reMOXpOMaTo3HOM Kapauona-
TUEN; MenaHoAepMuUS; IHAOKPUHONATMK, OBYCNOBMEHHbIE
CHUXKEHMEM CeKpeLMu Kenes, NposBasiowmnecs notepew
BOSIOC Ha Tene, CHUXEHWEM NUOMAO0, UMMNOTEHLMUEN, paH-
HUM KnMMakcom [1-4].

HacneactBeHHbIM reMoXpoMaTo3 OTHOCUTCSH K ayTOCOMHO-
peLeccuBHbIM 3a60/1I€BaHNAM C O4€Hb BbICOKOM pacrnpo-
CTPaAHEHHOCTbIO MyTauui B EBpPOMEWCKUX NONynauusax,

S.l. Polyakova

H63D 15-16%, annenen C282Y n S65C 3,5%, oxxugaemas
Yyactota romosurotr H63D — 25,6 Ha 1000 HaceneHus,
TO e€CTb KaxAblh 4-N 4enoBeK SAB/SETCA reTepo3uroTon
U Karabin 40-1 — romo3uroton H63D. Kaxabii 15-i aBnq-
eTca reTepo3nroton no mytauuam S65C 1 C282Y, a Kaxabiv
833-n — romoauroton (1,2 romosurotbl C282Y n S65C
Ha 1000 HaceneHus).

[narHo3 yalle ycTaHaBAMBaeTCcs Ha cTagun chopMMpo-
BaHHOro remoxpomarto3a — npu UMppoO3e, Kapauona-
TMW U/UNn guabete, NpU HannyMnm GEHOTUNUYECKUX NPU-
3HAKOB Meperpy3ku xenesom — runepbepputuMHeMun
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The inherited burdened is studied on diseases, associated with an overload iron in 41 children with frequent mutations of the inherited
hemochromatosis (IG) of a 1 type (C282y, H63d, S65c¢c). Control group was made by 27 children with undiscovered frequent mutations
of NG. Frequencies of iron-associated diseases are compared for 560 members of families which have children with mutations of IG and
390 members of families which have children without IG mutations. Some features of medical-genealogical anamnesis, which can be
conditioned of siderosis, are exposed, and indirectly specify in the presence of mutations in the gene of HFE. So, the high frequency of
oncologic diseases, diabetes mellitus, hepatocirrhosis and deaths of relatives under the age of 50 years are the foundation for research
of exchange of iron and holding of molecular-genetic research of the inherited hemochromatosis.

Key words: inherited hemochromatosis, heredity, children.
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6onee 200 Hr/mn y »eHwuH u 6onee 300 Hr/MN Yy MyXK-
YMH U caTypauunmn TpaHcheppuHa Bbiwe 45% [D]. JleyeHune
Ha cTaguv cHOPMMPOBAHHOIO remoxpomaTosa, Npu KoTo-
pom GeppUTUH 06bI4HO Bbiwe 1000 Hr/mAa, orpaHuUyeHo,
TaK Kak reMocuiepuH, npeacraBnatowmm cobon agerpagu-
pOBaHHbIN GEPPUTUH, U3 TKaAHEW YAanuUTb KpanHe CoX-
HO. [a)ke npoBefdeHne CUCTEMATUYECKUX KPOBOMYyCKaHUM
He o6ecneyvBaeT BOCCTAHOB/IEHWS MOBPENKAEHHbIX TKa-
HEeW, B 4YaCTHOCTM HeobGpaTUMbl LMPPO3 neyeHu, atpodus
roHag W OCTPOBKOB JlaHrepraHca, He BOCCTaHaB/MBaeTCH
CTPYKTypa CMHOBMasbHbIX 060/104€K cycTaBoB [3, 5, 9]. Mpu
paHHEeW e AMarHocTnKe HacneAcTBEHHOro reMoxpomaTosa
(HI) MOXHO KOHTPOAMPOBATb 3anachl efne3a B opraHu3me,
HUBENMPOBATb MATOreHHble MOCNEACTBUSA aKTUBHbIX GOpPM
Kucnopoaa, BO3HMKaKOWMX B pesynbTaTe pefoKc-peaKkuui
deppu- U dGepponoHOB, Ha3HaA4YEeHMEM AHTUOKCUOAHTOB,
aHTUdHnbpoTHYecKux cpeacts [10]. TeTepo3nroTHble MyTa-
umn HI He NpuBOAAT K TSAXKENON Meperpyske xenesom,
HO YTSXKENSAT TeYEeHMe COMyTCTBYKOLWMX 3aboneBaHuu,
TaKWX KaK BUpPYCHble renatuTbl (ocobeHHo C), cTeaTorena-
T™T, apyrue avdpdysHble 3aboneBaHus nedyeHu (60ne3Hb
BunbcoHa, a-1-aHTUTPUMNCUHOBYO HEAO0CTaTO4YHOCTb), 3a60-
NleBaHusl CycTaBOB, KapanMonatuu, SHAOKPUHONATUK U Apy-
rne; xeneso uHayuumpyetr dubpo- U oHKoreHes [11]. Mpw
3TOM CYLWECTBYET psf paboT, yKa3biBatolmx Ha 6osee BbICo-
KWW penpoayKTUBHbIM MOTEHLMAN Y }KEHLMH C TeTepO3UroT-
HbIMW MyTauuamu HIL npoTekTuBHOe BnusiHue Mmytauun HI
Ha remMaToNornM4yecKue noKkasartenn y aeten ¢ 3aboneBaHus-
MW, 06bI4HO NpOTEKaOWMMK C aHeMUen [5].
lMpeanonoxeHne 0 HanuMyMM y pebeHKa Hac/leaCTBEHHOM
npeapacnonoXeHHOCTU K Mneperpyske xenesom Bcnef-
cTBME MyTauun B reHe HFE MOXKeT BOBHUKHYTb NpK OTAro-
LLLeHHOM CeEMEMHOM aHaMHe3e No 3aboneBaHMaAM, acCoLm-
MPOBAaHHbIM C M3ObITKOM Xenesa. Y geten v anL Mosogoro
BO3pacTa neperpyska »Kenesom MOKeT OblTb Ha AOKM-
HMYECKOW CcTaguu, a napameTpbl oOMeHa Kenesa MOoryT
6bITb B Npeaenax pedepeHcHblx 3HaveHnn [11, 12]. B aTon
cuTyalMu HacnefgCcTBEHHbIM aHaMHEe3 MOMeET OblTb €AuH-
CTBEHHbIM OPUEHTMPOM B CBOEBPEMEHHON AMArHOCTUKE
HI [13-15].

HecmoTps Ha MHTEHCUBHOCTb UCCNEeNOBaHW B 3TOM 06nacTu
MeauLMHbI, MTHOOPMUPOBAHHOCTL Bpayen B Bonpocax nepe-
rPy3KM OpraHnM3mMa }ene3om ocTaeTcst HeJOCTaTOYHOM.

Ta6nuua 1. lNoka3atenu o6MeHa xenesa y geTemn Tpex rpynn

Llenblo UccnenoBaHua SBUNOCL ONpeaeneHne HacneacTBeH-
HOW OTATOLLEHHOCTM Mo 3a60/1eBaHUAM, aCCOLIMMPOBAHHBIM
C Meperpy3Koin }enesoM y KpoBHbIX POACTBEHHUKOB AeTen
C YCTAHOBJMIEHHLIMU YaCTbIMKW MYTaLMAMKU HACNEACTBEHHOro
remMoxpomarosa.

MALUMEHTbI U METOA4bI

CeMenHbIM aHaMHe3 cobpaH y npob6aHaoB ABYX rpynnm.
[pynna A — 41 pebeHok: nogrpynna Al (n =9)creHeTmyecku
NoATBEPKAEHHBbIM remoxpomaTo3om (5 getern — romo3uror
H63D/H63D 1 4 KomnayHA-retepo3nrotr — no 2 pebeHKa
H63D/S65C n H63D/C282Y) u noarpynna A2 — 32 pebeH-
Ka — reTtepo3uroTol (25 peten H63C, 6 geten — S65C,
1 pebeHoKk — C282Y).

KoHTponbHyto rpynny b coctaBunun 27 60MbHbIX, Y KOTOPbIX
MyTaumn B reHe HFE He obBHapy»eHO, HO OOMEH enesa
cornoctaBum ¢ rpynnon A (tabn. 1). Ucknw4vanucb Oetu
C Npu3Hakamu x}enesoaeduUUTHOM aHEMUU U NaTEHTHbIM
neduUMTOM Kenesa (CTeneHb HacblleHUs TpaHcdeppuHa
enesoM < 15%, GbeppuUTUH CbIBOPOTKM < 9O HI/MA, TpaHC-
deppuH cbiBOPOTKK > 360 mr/an).

PacyeT npou3Boaunics ¢ y4eToM HemnapaMeTpUyecKux AaH-
HbIX 1 BblYMUCNEHWMEM KO3dDDULMEHTE X2.

CTaTUCTMYECKMX OTIMYMIA B MOKas3aTensx cratyca xefesa
M HacneACTBEHHOW OTArOWEHHOCTM y JeTer ¢ MyTauusMu
B retepo3urotHom (A2) U roMO3UroTHOM (MM KOMMayHA-
retepo3nrotHom) (Al) cocTosiHMM OBHapyXeHO He 6bi1o
(cM. Tabn. 1). Ha paHHMX cTagusax AOKIMHUYECKOro reMox-
pomMaTto3a nepBbiIMW MNPU3HAKaMW Neperpysku xene-
30M §IBASieTCA NOBbIWEHHas caTypauus TpaHcdeppuHa
(cTeneHb HacblweHUs TpaHcheppuHa Kene3om, CHTXK)
6onee 42%. MonyyvyeHbl 3Haynmble (p < 0,05) pasznuuua
MEXay CpeaHMMKM 3HavyeHnsamu cuaepemum n CHTXK y geten
noarpynnbl A1 U KOHTPONbHOW rpynnbl. OTCYTCTBUE pasinvyni
Mexay noarpynnamu Al n A2 no3BoaAua0 06beanHUTb rpyn-
nbl A1 n A2 B rpynny A — ¢ Hanu4nem mytauun HIL Kpome
COMOCTaBUMOro ¢ rpynnoin A o6MeHa enesa rpynna b 6bina
npuuenbHo chopmMnpoBaHa M3 OGOMbHbLIX C aHanorMyHoOm
coMaTMyecKon natonornen (tabn. 2).

Yucno poAaCTBEHHMKOB B Pa3HblX MOKONEHUSAX YKa3aHo
B Tabnuue 3.

C uenbto onpeneneHns cCoCTosHUS 300POBbSA YIEHOB CEMEN
B pa3HbiX NOKoNeHUsx y poautenen (Il nokoneHue) onpege-

NMokasarenu o6meHa len HFE y npoGanpaa oGHapyxeH (rpynna A) l'en HFE y npo6aHpa CHETTTE
}Kenesa HF (A1) letepoauroTsi (A2) He oGHapyeH (rpynna b)
Xeneso cbiIBOPOTKM 36,55+ 4,91 29,21+ 3,35 24,54 + 2,29 pa1g < 0,05
OXccC 68,85 + 3,59 71,09 £ 3,93 73,28+ 2,67
TpaHcdeppuH 242,38 + 15,60 224,17 + 18,52 263,04 + 14,50 p > 0,05
DeppuUTUH 74,86 £ 26,11 85,16 + 20,55 62,92 + 10,67
CHTX 55,15 + 8,54 41,28 + 5,83 34,69+ 3,71 Pars < 0,05
lpumeyaHue.

HI" — HacneacTBeHHbIM remoxpomMaTos; OXKCCC — obuas enesocBs3blBatollas cnocobHOCTb CbiIBOPOTKU; CHTXK — cTeneHb HacblweHUs

TpaHcheppuHa Kenesom.
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Ta6nunua 2. OCHOBHblE ANarHo3bl AeTei ¢ MyTauusaMu HacneACcTBEHHOMO reMoxpomMaToda U 6e3 HUX, Y KOTOPbIX NpoaHanu3npoBaH
CeMenHblM aHaMHe3

l'en HFE A
eH y npo6aHaa oGHapy:KeH (rpynna A) fen HFE y npo6anaa
HacnepctBeHHbIA 1 L
Bone3Hu remoxpomaros (A1), n = 9 letepo3urorbl (A2), n = 32 (rpynna B), n = 27
n r n r n r
Cunapom Xunbbepa v ap.
no6poKayecTBEHHbIE 1 0,11 3 0,093 3 0,11
rMnepeuInpyeuHemMmm
Hapylwenune putma cepaua 1 0,11 6 0,19 2 0,07
LiMppo3 neveHu 1 0,11 3 0,11
HKenyekameHHas 60onesHb 0,11 2 0,06 3 0,11
XPOHWUYECKUI racTpOAYyOAEHUT 1 0,11 1 0,03 2 0,07
Anunencus 2 0,22 1 0,03
Llennakus 1 0,11 1 0,03 1 0,04
AnnacTuyeckasa aHemus 1 0,11
BpoHxuanbHasa actMa 3 0,09 2 0,07
BonesHb BunbcoHa 3 0,09
KpunToreHHbin renatut 1 0,03 3 0,11
AYTOMMMYHHbIV renaTuT 1 0,11 3 0,09 1 0,04
BupycHbIit renatut 5 0,16 2
uposow renatos 1 0,03 1 0,04
bonesHb E(DOHa, HecneundU4ecKnm 2 0.06
A3BEHHbIN KONMUT
f13BeHHasa 60ne3Hb Kenyaka 3 011
1 ABEHAALATUNEPCTHOM KULLKK !
MyKkoBMCLMA03 1 0,04
Ta6nuua 3. Y1cno 4neHoB cemew No NOKONEeHUAM
Mpynna A
MoKoNeHnsa KPOBHbIX POACTBEHHUKOB T T rereposrorst (A2) lpynna b
remoxpomaro3s (A1) P
Mpo6aHabl 9 32 27
|
Cunéebl 3 19 15
Poagutenu: Marepu 9 31 27
1] OoTLbI 9 29 27
TETU U AsSaum 14 80 47
Mpapoautenu: 6GabylwKu 14 54 54
1 LefnylwKu 14 52 54
[BOIOPOAHbIE 22 84 68
I\ Mpanpapoauteny, B T.4. ABOOPOAHbIE 15 70 71
Yucno YneHoB cemeit (n) 109 451 390

54
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Ta6nuua 4. Jona npakTUYeCcKK 340POBbIX poanTenen y aeten o6enx rpynn

Mpynna A fpynna b
Popautenu (Il nokoneHue) CpepHuii Bo3pacr, . ” CpeaHuit Bo3pacr, ; " Bcero
AuanasoH ? AuanasoH ’
38,7 39,6
Martepu, 40 27 67
25-55 27-50
40,0 40,3
M3 HUX NPaKTUYECKU 300POBbIX 15 37,5 7 25,9 22
30-50 27-45
42,7 40,9
OTubl, 35 27 62
25-58 23-53
41,1 40,3
M3 HUX MPaKTUYECKU 300POBbIX* 10 28,6 17 63,0 27
36-48 36-53
lNpumevarne.
* — %2 =6,001; df = 1; p = 0,014.
Ta6nunua 5. XapakTtepucTuKa npapoautene (NpsiMbix) B 06enx rpynnax
lpynna A lpynna b
Mo maTepuHCcKON . Bcero B Mo maTepuHCcKoOM o Bcero B
Mpapogutenu Mo oTLOBCKON NMHUU Mo OTUOBCKOMN NUHUK
NIMHUKU rpynne A JIUHUKN rpynne b
6albylKN | AepylWKU | GaGyluKM | AeAYLUKK 6albylWKN | AenyllKU | 6aGyWKK | AeAYLIKU
Yucno 36 35 32 31 134 27 26 27 27 107
Xuseble, n (%) 28(77,8) | 18(51,4) | 25(78,1) | 18(58,1) | 89 (66,4) | 15(55,6) | 17 (65,4) | 18(66,7) | 16(59,3) | 66 (61,7)
13[+4
TparMyecku]
Ymepiume, n (%) 8(22,2) (37,1 1115 7(21,9) | 13(419) | 45(33,6) | 12(44,4) | 9(36,6) 9(33,3) | 11(40,7) | 41(38,3)
Tparudeckn J)
CpeaHuii BospacT 57.9 60,7 61,7 468 53,6 61,3 65 48,4
Ha MOMEHT CMePTH (I)

JIEH MPOLEHT UL, CYMTaIOLWMX cebs 340poBbiMK (Tabn. 4),
Torga Kak B nokoneHuu npapogutenen (Il nokonexHue) ycrta-
HOB/NEHbl HE TOMIbKO 0N YMEPLWKUX U BO3PACT Ha MOMEHT
CMEPTU, HO TaKKe NPUYUHBbI cMepTH (Tab. 5).

PE3YJIbTATbI UCC/IEAOBAHUA U UX OBCYKAEHME
O6Llee 4MCNO 340POBLIX poauTenen B rpynne A coctaBu-
(25 n3 75, 33,3%) HuKe, yem B rpynne b (24 us 54,
44,4%), TEM He MeHee 3Ha4yMMble OT/INYUS BbISIBNEHbI NPU
OLleHKe COCTOSIHMSI 3A40pOBbS OTLOB. [lons npakTUyYecKu
3[10pOBbLIX OTLOB B rpynne A (28,6%) 6bina [OCTOBEPHO
HUXKe (p < 0,05), yem B rpynne b (63%) x> = 6,001; df = 1;
p =0,014 (cm. Tabn. 4).

MpoueHT 340poBbIX Matepen, HaobopOT, Bhile B rpynne A,
yeMm B rpynne b. BeposTHO, 3T0 06yCNOBAEHO NPOTEKTUBHbLIM
[eNCTBMEM reTepo3nroTHOro HocutTenbcTBa reHa HIm Ha xeH-
WMH MOM0ZOro BO3pacTa, MOCKONIbKY M3BECTHO, YTO MEH-
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CTpyasbHble MOTEPU 3alMLaloT OT Neperpysku Kenesom,
a mytauuu HIC — ot gedumuymTa Kenesa.

[anee npoaHann3nMpoBaHbl 4acToTbl 601€3HEN U NPU3Ha-
KOB, aCCOLMMPOBAaHHbIX C Meperpys3kon xenesom (pwuc.).
CnepyeT o6paTuTb BHMMaHWe Ha Heobbl4aMHO BbICOKOE
(49!) uncno Bcex NpapoauTener U ymepliMx Nno pasHbiM
npu4yMHam B Bo3pacTte Ao 50 neT (HO He Mo npu4yMHam
Tparnyeckux rnéenen) B rpynne A. Tak, B rpynne b B BO3-
pacte no 50 net ymepnu 14 yenosek (x? = 9,112, df = 1;
p =0,003).

[lonsi OHKONOTrMYEeCKMX 60MbHbBIX B rpynne A 6bi1a goctoBep-
HO Bbiwe (x? = 4,662, df = 1; p = 0,031), HO nNpu aHanuse
NPUYUH CMEPTU B MOKOJEHUSAX Mpa- U Npanpapogutenen,
B rpynne b pak BcTpevancs valle.

YacTtoTa caxapHoro gnabeta y pOACTBEHHWKOB AETEN € NOA-
TBEPXKAEHHbIM remMoxpomarto3oM (noarpynna Al) cocTaBs-
nana 11,9% (y 13 u3 109 uneHoB cemew), B noarpyn-

NEAUWATPUHECKAA ®PAPMAKOJIOITUA /2010/ TOM 7/ N2 3
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Puc. YacTota (%) xeneso-accoluumnpoBaHHbIX 3a60/1eBaHUM
B CEMbSIX AeTEN ABYX rpynn B 3aBUCUMOCTM OT HANUYUs MyTaLui
B reHe HFE y npo6aHaa

14 1 13,1*
12 4 10,9%*
10 - 93 %7
8,2
8 -
6,7
6 - 5,6
4 4 33 3,6
2,3
2 4
0 - . . .
CaxapHbiin CeppeyHast Lvppos Pak CmepTb
AvabeT  He[OCTaTO4HOCTb  MeYeHu B BO3pacTe
0o 50 net
[ pynnaA W pynnab
MpumevaHue.

* —p<0,05 **—p<0,01.

ne A2 — 6,7% (y 30 u3 451 yenoseka) (x? = 2,71, df = 1,
p =0,096), B rpynne b — 5,6%.

YyuTbiBas 04e€Hb BbICOKMM MpoueHT (~40%) npapoauTtenen
No OTLOBCKOM NIMHWUM yMEPLUMX MOSIOAbIMM B 06€eunx rpymn-
nax, U3y4eHbl MPUYUHbI CMEPTEN B 06EUX rpynnax ¢ y4eTom
nona. B rpynnax geten ¢ mytaumnamun HIC yactota umpposa
nedeHn (x2> = 4,487) KaK NPUYMHBI CMEPTU Y MYMKYUH-
npapoanTenen okasanacb 3HAYMMO BbllEe, YEM Y OETEM
6e3 mytaumn HI.
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Iron deficiency and

B rpynne b geaywku dawe ymupanu OT XPOHUYECKOW cep-
AE4YHO-COCYAUCTON HeaocTaTodHoCTH (x2 = 4,663) v paka
no6oro pacnonoxeruns (x> = 7,292), 4T0 CTaTUCTUYECKM
3Ha4YuMMo. Paznmyni no YactoTe NPUYNUH CMEPTHU B pesyibTa-
TE OC/IOXKHEHUIN caxapHOro agnabeTa He Nosly4yeHo.

M B NoATBEPKAEHWE NOAYHEHHbIX AAaHHbLIX MO 06EUM NTUHUSAM
(M MaTEPUHCKOWM, 1 OTLLOBCKOM) YacToTa CMEPTEN B BO3pacTe
no 50 net B Il n IV nokoneHnusax B rpynne A eue 6o5ee 3Ha-
4nMo Bbllle, yeM BO II-IV nokoneHusix (x2 = 11,321, df = 1;
p = 0,000).

Taknm 06pa3oM, HaMKW YCTAHOBJIEHO, YTO B CEMbSX AeTewn
C YacTbiIMW MyTaUMAMM HacCNeACTBEHHOro reMoxpomatosa
3HAYMMO Yallle BCTpeyvaloTcs caxapHblM AnabeTr U uuppo3
neyeHu, CcMepTM POACTBEHHWMKOB B BoO3pacte Ao 50 neT
OHKO3aboeBaHMs KaK MpPUYMHA CMEPTU Yalle OTMEYEHbl
B cembsix rpynnbl b.

Mpy aHanuM3e coCTosHMA 340pOoBbs GabylweKk W aedylwek
NpPSIMOro pPOACTBa OTMEYaeTcs Ta e TeHAEHUMS, 4To
W C POAUTENSMU: YUCIO yMepLnX 6abylleK No MmaTepuHCKOM
M OTLOBCKOW /IMHUK B rpynne A HUXKe, 4yem B rpynne b, 4yto
NoATBEPXKAAET rMNoTe3dy O MPOTEKTUBHOM BAUSHUM reTepo-
3UFOTHbIX MyTaLMM Ha EeHLWMH. [1ona npakTMYecKku 340po-
BbIX MaTepewn y geten ¢ mytaumamu HIC Bbile.
HacneactBeHHbIM aHaMHE3 ABNSEeTC HEOTbEMIEMOM 4acCTbio
NMOCTPOEHUS KIMHUYECKOro AMarHo3a, a B oTHoweHun HI
TpebyeT YTOYHEHUS Yy KPOBHbIX POACTBEHHWKOB Hann4yus
caxapHoro gvabeta, UMppo3a NevyeHn, OHKO3aboneBaHUN,
paHHUX cMepTen B Bo3pacTe Ao 50 neT (4auie Kak npo-
SB/IEHUA OCTPOM cepaevyHOn HeaoCTaTOMHOCTM BCeacTBuE
HapylweHus puTmMa cepaua).

Y peten ¢ OTAroweHHOW HacneacTBEHHOCTbIO MO Keneso-
accouMpoBaHHbIM 3aboneBaHUsaM cnegyeTr wuccnefoBatb
06MEH Xefnesa 1 Npu catypauuun TpaHcheppurHa Bblle 42%
peKoMeHA0BaTb MONEKYNSPHO-TEHETUYECKOE UCCeaoBaHMe
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