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BBEJIEHUE

HacnencrBennsiii remoxpomaro3 (E83.1) (HI) -
3TO TEHETUYECKHM OOYCIOBJICHHOE ayTOCOMHO-
pelieCCUBHOE 3a00J€BaHUE, XapaKTepU3YIOIIeecs
IPOrpEeCCUPYIONIMM HAKOIJICHUEM 3aIlacoB Kejie3a B
OpPraHU3ME€ YEJIOBEKAa H €ro OTIOXKCHUEM B
pa3iMuHBIX  OpraHax ©“  TKaHaXx.  Yacrora
BcTpeuaemMocTu cpeau eBponeounon 0,2-0,8%, npu
STOM KaKIIBIN 10-1 YeJI0BEK SABIIIETCS
reTePO3UTOTHLIM HOCHUTENIEM MyTaluu. CyIiecTByeT
5 tunoB HI' B 3aBUCUMOCTH OT MYyTHPOBAaBIIETO
reHa, U3 HUX HanOoJiee pacnpOCTpaHEHHBbIM 1 Tvm:
myTtanuu reia HFE (perymstop romeocrasa xeiesa
YEJIOBEKA).

[IEJIb UICCJIEJIOBAHUS

IIpoBecTn aHalIM3 KOHTPOJIS Kauye€CTBA SPUTPOIUTOB,
NOJYYEHHBIX INYTEM 3aroTOBKH JIBYX 403,
00CHEHHBIX JICUKOLIMTAMH, B JOOABOYHOM PACTBOPE
METOAOM aBTOMAaTH4ecKoro adepesa y 3J0POBBIX
JOHOPOB M JOHOPOB, I'€TEPO3UTOTHBIX HOCHUTEICH
myTtanuu rena HFE.

MATEPUAJIBI 1 METO/IbI

O60cnenoBano 40 JOHOPOB MYKCKOrO TIIoja ¢
npeanojgaracMbiM HaimuueM HI, cpegnuit Bo3pact
35,148,7 mer (22-52 ropa), MOHOPCKUM CTaxk OT 1
o0 28 JET, C COAECPKAHHUEM SPUTPOLIMTOB BBHIIIIE
pe(epEeHCHBIX 3HAYCHUW (IPUTPOLUTHI  OoJice
4x10 12 /1 u remorno6un 6omnee 135 r/n (Hopma 110
TEXHUYECKHM HOPMATHUBHBIM IIPABOBBIM aKTaM

(THIIA): IToctanoBieHUE MunucTepcTBa
3npaBooxpaHeHusa PecnyOnuku  benapych ot
13.05.2023 Ne80).

MeToabl HMCCICHOBAHUSA. I'eMaTOJIOTHYCCKHH,
MOJICKYJISIPHO-T€HETUYECKUM, OMOXMMHUYECKHUMH,
IPOTOYHAs HUTOMETpHUs, cTatuctraeckuii (U-test).

PE3VYJIBTATDI

[Io pesyiabTaraM MOJEKYIAPHO-TEHETUUYECKOTO
ananu3a u3 40 o0ciae0BaHHBIX JOHOPOB-MYKIUH Y
17 (42,5%) BwigBinensl myrtanuu rema HFE B
reTepO3UroTHOM COCTOSHUHU, U3 Hux. y 10 —
myTanuss H63D, y 6 — mytanus C282Y u y 1
noHopa — B KommayHA-rereposurore 282Y/63D.
Y 4 pgonopos (10,0%) BeisBmena myrtanms H63D
rena HFE B romo3urotHom coctossHUM (HOCHTEIU
romo3urotrel 63D/ 63D mMeroT, Kak IIpaBuUIIO,
HETSOKEIyo (dopMy 3adoneBanus). Y 19 moHopos
(47,5%) myranmm reHa HFE He BbISBICHEL.
Pa3spaborana «llamsaTka 11 qoHOpa C HaJIUYHEM
nonuMopdu3Ma reHa TeMOXpoMaTo3a, B KOTOPOM
n3noxeHa nHpopmanusa o HI, manel pekomeHaanuu
10 PEKUMY MUTAHUS, MPOBEACHUN NEPUOJUIYHOCTH
71a00paTOPHOTO KOHTPOJIS 3a IOKa3aTeasiMHU
KpacCHONH KpPOBHU M (PEPPOKMHETUKHU, IPOBEICHUIO
AOHAUMKA JABYX J03 DPUTPOIUUTOB METOJOM
aBTOMAaTHUYECKOTO adepesa yepes 4
Mecsna 2 pasza B roa. Y goHopoB ¢ HI' mpwu
BBIITOJTHEHUN JOHOPCKOM (DYHKIHMH IIpeIaparsl
Kene3za ¢ NPOPHUIAKTHYECCKOH I[€JbIO
HE Ha3HAYaIOTCS.

Y 3 10HOPOB KPOBU C BBISIBICHHON MyTallMel reHa
HFE B rerepo3urorHom coctosHuu (1 — c
myTtanuern H63D m 2 — ¢ myrammein C282Y)
IpoOBEJAE€HA 3aroTOBKa JIBYX J03 APUTPOIUTOB,
00eTHEHHBIX JEHUKOIMTAMHU, B JNOOAaBOYHOM

_ pacTBOpe METOAOM aBTOMAaTH4YE€CKOro adepesa. |
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[IpoBeneHa  OIEHKA  SKCOPECCUM  AHTUTCHOB
3arOTOBJICHHBIX  JPUTPOLMTOB Ha l-€ CyTKH
XpaHEHUss B CpPaBHEHHM C  AHAJIOTUYHBIMH
JAHHBIMHA JSPUTPOLIMTOB Y 3J0POBBIX JIOHOPOB
MeTooM mpoTtouHoit 1mTomerpuu. CD235a —
IIpeaoTBpallacT arperanyi 3purpouuton, CD147-
y4acTBYeT B MEXKKJIETOYHOM pPacClO3HABAHUH,
CD47 — npenmorBpaimiaer BBIBEACHHE M3 KPOBHU
HOPMAaJIBHBIX SPUTPOIUTOB (Tadmuia 1).

Tabmuuma 1 — CpaBHHUTENIBHAS XapaKTEPUCTHUKA
AHTUTEHHOTO npoduIs SPUTPOIIUTOB,
3arOTOBJICHHBIX B JBYX J103aX, OOCHHEHHBIX

JeUKOIIMTaMU, B JOOABOYHOM PacTBOPE METOJIOM
aBTOMaTHYECKOro ajgepe3a Ha 1-€ CyTKH

Anruren | OTHOCHTEIBHOE KOJI-BO TOJIOKUTEIIBHBIX KIIETOK, %
(M+m)
310poOBbIE IOHOPHI,N=9 JloHnopsl ¢ HI,n=3
CD235a 96,89+3,96 99,9+0,12
CD147 96,45+7,23 99,83+0,11
CD47 94,5+10,32 98,57+0,99

Kak moka3ano B Tabmuie 1, moaydeHHBIC JaHHBIC Y
TOHOPOB ¢ MyTtanuen rena HFE B rerepo3urorHom
coctossHuH (N=3) HE MMEIOT JTOCTOBEPHBEIX OTIMYHI
B CpaBHCHHHM C JaHHBIMM B TPYIIE 300POBBIX
JOHOPOB. YCTAHOBJIEHO, YTO KadyeCTBO OOpa3lioB
PUTPOLIUTOB JIOHOPOB, IMOJIYYEHHBIX B JIBYX J103aX
METOJIOM aBTOMaTHYECKOro adepes3a, 00EIHEHHBIX
JICHKOIIUTaMH, B JOOABOYHOM PacTBOpE Ha 1-¢ cyTku
XpaHEHU COOTBETCTBYET JIEMCTBYOLIUM

. TpeooBanusam THITA (taGnuma 2). |
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Tabmuma 2 — CBoaHble IIOKa3aTelu KOHTPOJII
KauyecTBa 00pa3IOB APUTPOLMTOB OT 3 JIOHOPOB C
myTanuen rena HFE B retepo3urornom cocrosauu

Haumenosan. TpebGoBanus Pe3ymbrarhl | 3,1 moue-
IMoKa3areJs THIIA HUCIIBITaHUS
(M=£m) HUE

O0BeM M +/-10% ot 265+9 35 CooTBeTCT-

UCII.CUCTEMBI ByeT THITA
I'emaTtoxput oT 0,5 10 0,7 0,58+0,02 -»-
['emomioOuH min 40 r/exn 49,3+0,43 -»-
Ocraro4yHoe Memnee 1,0x10% | 0,05+0,03 -»-
coJiepKaHue KJICTOK/€]T
JIEUKOIIUTOB (mo3e)
I'emonu3 B MmeHee 0,8% 0,08+0,02 -»-
KOHIIE MAacCHI
XpaHCHHUS SPUTPOIIUTOB

BbIBO/IbI

r

1. KayecTBO 3pUTPOLUTHBIX KOMIIOHEHTOB KPOBH Y
noHOpoB ¢ MyTamuen rena HFE B rerepo3urornom
COCTOSIHMH, TOJIYYEHHBIX B JIBYX J103aX METOJIOM
aBTOMAaTH4Y€CKOTO adepesa, 00€THEHHBIX
JeKouuTaMu, B J100aBOYHOM pacTBope Ha l-e
CYyTKH XPaHEHHUS COOTBETCTBYET  JICHCTBYIOIIUM
TpedoBanusiM THIIA.

2. DyHKIMOHAJIbHAs AaKTUBHOCTh DJPHUTPOIIUTOB,
3arOTOBJICHHBIX OT JJaHHBIX JIOHOPOB HE OTINYACTCS
OT T[IOKa3arejied JSPUTPOLUMTOB Y  3I0POBBIX
JTOHOPOB.

HccenenoBanus mpoaoIKarOTCA.




