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MeHeTU4Yeckasa guarHocTMKa TanaccemMmin n remorrnoouMHonaTumn

Mokasarenb

PesynbTar Ea. usm. |PedepeHcHble 3Ha4yeHus

2 konumn reHa HBA1

eH HBA1 0 konuu reHa HBA1 KOJTBO 3 konun reHa HBA1
KOMWIA reHa
4 konun reHa HBA1
{OR-BO 2 konuu reHa HBA1
[en HBA2 1 konumn reHa HBA2 o 3 konuu reHa HBA1
KOMWUIN reHa
4 konun reHa HBA1
2 KOMWUW pervoHa Kon-so
PerynatopHein pervoH HS-40 HSP4O Konuw 2 konuu reHa HS-40
pernoHa

ToueuHas myTaumsi Constant Spring

MyTtauuu Constant Spring

He obHapyxeHa
Py obHapyxeHo He 6bIno

MToroBbIvt pesynbTar

[eHoTUN aa/aa
[eHoTMN aaa/aa
FeHoTUN aaa/aaa
eHOTUN aaaalaa

NaToOreHHbIN
reHoTun --/-a

KommeHTapum k npobe: Y nauuveHTa 6bina obHapyxeHa romo3nrotHas geneuns ogHoro 13 reHos HBA1 n HBA2, a takxe
reTeposnroTHas Aeneums 0O4HOro U3 OCTaBLUMXCS FTeHOB, YTO COOTBETCTBYET reHOTUMNy --/-a, XapakTepHoOMY A5

HbH-anbda-Tanaccemun (HbH-remornobuHonaTtum).

[aHHbIN reHOTMN cBMAETENbLCTBYET 06 OTCYTCTBUM NpoAyKuMM anbda-Lenen rnobuHa ¢ 0gHOro U3 AByX reHOB Y CHUXXEHHOMN
npoaykumm anba-Lenein co BTOPOro, YTo BeAeT K HU3KOM KOHUEeHTpaLumnu anbga-uenen n KoMneHcaTopHOW rmnepnpoaykumm B
60onbLUIOM KONMYECTBE ramma-Lenen B 4ETCKOM Bo3pacTe. JTO B CBOK oyepeab BbidbiBaeT obpa3oBaHve TeTpamepoB U3 raMmma uenew
(HbBart’s), u 6eta-uenen y B3pocnbix ¢ obpasoBaHnem 6eta-tetpamepos (HbH), koTopbie MoryT o6HapyxuBaTbcs npu
anekTpodopese remornobuHa B kKoHUeHTpauuu 6onee 1% u go 40%. Anbda-uenu, He obpasosasLune napy ¢ 6eta/ramma-Lensamm
06pasyloT NpeunnuTaThl U NOBPEXAAKT 3PUTPOLMTLI, YTO BeAeT K Head(EKTUBHOMY 3pMTPOMNO33y B KOCTHOM MO3re, a
natonormyeckme BapuaHTbl HbBart's 1 HbH npexxaeBpeMeHHO paspyLuatoT yxKe 3penblie 3pUTPOLMTbI, YTO KIMHUYECKM NPOSBNSETCA
reMmonuTnyeckon aHemmen. [ing gaHHOM KNMHUYECKOM hOpMbl XapakTepHa reMonmTuyeckast aHeMmsi C BO3MOXHbBIM Pa3BUTUEM
reMonUTUYECKMX KpU3oB Npu 6epemeHHoCTU/MHdeKUmax/npueme cynbaHnnammaos, YTO NPUBOAMUT K TSHDKENON aHEMUN N MOXKET
TpeboBaTb reMoTpaHcdy3un. BHe remonntuyeckmx Kpu3oB 3Ha4YeHUsi reMorfiobuHa B KITMHUYECKOM aHarnm3e KpoBu MOryT ObITb
HOpPMarnbHbIMU UK MOHWXEHHBbIMU. Tak xe nabopaTtopHo Ansa Hb-H dopmel xapaktepHo cHuxeHnne MCV, MCH npu
HOPManbHbIX/MOBBILLIEHHBLIX 3HAYEHUSAX APUTPOLIMTOB U PETUKYNoLmnTO3 3-6%. B CBSI3N C BO3MOXHbBIM coyeTaHvem anbda u
beTa-Tanaccemmm LLenecoobpasHbiM ABMASIETCA NPOBEAEHNE TECTA NO reHeTUYECKON AnarHocTuke 6eta-tanaccemmn. CovetaHme
anbda- n 6eta-Tanaccemun MoxeT obreryaTb KNMHUYECKYI0 KapTUHy 3aboneBaHnsi B CBSI3N C MEHbLLUM 06pa3oBaHueM

npeunnmnTaToB 13 n36bITKa 6eTa- unu ramma-Lenen.
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