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AnHOTaums

Tanaccemusi M KQUeCTBEHHAsl FeMOrAOOUHOMATUS SIBASIOTCSl HACAEACTBEHHBIMM HapyLLEHUsIMM CHTe3a remoraobuHa (Hb), koTopble npuBoAsT K
u3MeHeHmio KoHdopmaumn Hb man ymerblieHnio o6pazoBaHmst CTpyKTypHO HopmaabHoro Hb. Muorue BapuanTel Hb HectabuabHbI MAM 06Aa-
AQIOT M3MEHEHHBIM CPOACTBOM K KUCAOPOAY,  TaKXKe B reTePO3MroTHOM (hopme MOTyT ObITb CBS3aHbI C KAMHUKO-TEMATOAOTMUECKUMM MPOsIBAE-
HUSIMU (FEMOAMTHYECKAsl aHEMMSI, TUITOXPOMHAsl MUKpOLIMTapHas aHemust, apuTpountos). HbD-Punjab [f121 (GH4) Glu = Gln; HBB:
C.364G>C] npeacrtaBasieT cobo BapuaHT Hb, Hecywmin aMMHOKMCAOTHYIO 3ameHy B 121-M noaoxeHuu Lenu B-raobmHa. Bo Bcex onucan-
HBIX B AUTEPATYpE CAyHasiX y naumeHToB ¢ couetannem HbD-Punjab u *-Taraccemmueckoit mytaumm IVSI+5 G-C HaBAIOAAAMCH TUMUUHbIE
AASl TAAQCCEMMM TMOKA3ATEAM C TMIMTOXPOMHBIM MUKPOLIMTO30M, Npu 3aekTpodopese Hb dpakums HbD-Punjab coctaBasina ot 37 a0 94%.
B cTatbe NpMBOAMTCS OMUCaHKME PEAKOIO KAMHUYECKOTrO CAydas KoHacAeaoBanust HbD-Punjab/B*-taraccemmu (IVSI+5 G-C) y naumerTa ¢
rOMO3MIOTHBIM BapraHTOM cuHApoma JKnabbepa, HabAoAaBLerocst B MOCKOBCKOM KAMHUYECKOM HayqHOM LeHTpe um. A.C. AornHoBa.

Katouesble croBa: remorrobur D-lMernaxab, f*-raraccemus, fr-raraccemusi IVSI+5 G-C, cuHapom Xuabbepa, remorrobuH D-Aoc-AHaxe-
AEC, reMOrA0OMHonaTHUm.
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Thalassemia and qualitative hemoglobinopathy are hereditary disorders of Hb synthesis that lead to change in the Hb conformation or a
decrease in the synthesis of structurally normal Hb, and consequently, to erythron pathology. Many variants of Hb are unstable or have al-
tered affinity for oxygen, and, in heterozygous form can be associated with clinical and hematological manifestations (hemolytic anemia,
hypochromic microcytic anemia, erythrocytosis). HbD-Punjab [121 (GH4) Glu — GIn; HBB: C.364G> C] is variant of Hb carrying the
amino acid substitution in the 121 position of B-globin chain. In all cases reported so far, patients with HbD-Punjab/p*-thalassemia (IVSI+5
G-C) combination experienced typical thalassemia with hypochromic microcytosis. HbD-Punjab was detected by electrophoresis from 37
to 94% of total Hb. The article describes rare clinical case of the cohabitation of HbD-Punjab/p*-thalassemia (IVSI+5 G-C) in a patient

with homozygous variant of Gilbert's syndrome observed in AS Loginov Moscow Clinical Scientific Center.

Keywords: HbD-Punjab, 3*-thalassemia, f3*-thalassemia IVSI+5 G-C, Gilbert's syndrome, Hemoglobin D-Los Angeles,

hemoglobinopathies.

AJ] — apTepuanbHOe JaBlieHne

YCC — yacToTa cepievHbIX COKpPALLEHMIT
Glu — rmyTaMMHOBast KUCIIOTA

Gln — ryTamux

Hb — remorno6un

HbA — remMorno61H B3pociioro yesioBeka
HbE — 3MOproHasIbHBII reMOrI001H
HbF — cheranbHbli reMornoouH

Tanaccemusi M Ka4eCTBEHHAsI TeMOTJIOOMHOIIATHUS SIBIISIIOT-
Csl HACJIC/ICTBEHHBIMU HapylieHusMu remornobuna (Hb), ko-
TOpBIC MPUBOIAT K 00pa30BaHMI0 aHOMAJIBHOIO OeliKa WIn
YMEHBIICHHIO CHHTE3a CTPYKTYPHO HOPMAJBHOTO Oeika, a
CJIEJIOBATENIbHO, K TMATOJOTHH dpUTpoHa. V3BecTHO CBEIIIE
1000 paznuunbix BapranToB Hb, Gosbiiast 4yacTh KOTOPBIX 00-
YCIIOBJICHAa MHCCCHC-MYTAIMAMH B reHax aibda- u 6era-rio-
OuHOBBIX Hernel [1]. 3ameHa oHOT0 OCHOBAHUS Ha JAPYroe B
reHe, KOOUPYIOIeM OIHH U3 INTOOUHOB, MOXKET MPUBECTH HE
TOJBKO K 3aMEHE aMHHOKHCIIOTHI B LIENH, HO M K 3HAUYNTEJb-
HBIM KOH()OPMAIIMOHHBIM U3MEHEHHSIM B ¢ CTpykType u Hb B
nenoM. [Tog00HbIe MyTallMl MOTYT HE MMETh MOCIESICTBUI
JUTSL OpTaHU3Ma, HO B OOJBIIMHCTBE CIIy4aeB aHOMAIIbHBIE Ba-
puanTsl Hb HEeCTaOMIIBHBI MITH UMEIOT H3MEHEHHOE CPOJICTBO K
KHUCIIOPOJIY U IaKe B TETEPO3UTOTHOM (hopMe CBA3aHBI C KU~
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HUKO-T€MaTOJIOTHYECKUMH IPOSBICHUSAMHU (TUIIOXPOMHAs
MHUKPOLUTapHAsI aHEMHSI, TEMOJIMTHYECKast aHEMHUSI, SPUTPOLIH-
103) [2].

[TaToreHes, 00yCIOBIEHHBIH MyTallUIMH B T€HaX III00U-
HOB, ITPE/ICTABJICH Ha CXeMe.

HbD-Punjab [B121 (GH4) Glu — Gln; HBB: C.364G>C]
npezncrasisieT coboit Bapuant Hb, nHecymuii aMHHOKHCIOT-
HYI0 3aMeHy B 121-M nonoxxenuu uenu B-rmoduna [3]. HbD
Brepssie onucad H.A. [tano B 1951 1. [4]. B uccrenoBanum,
npoBesieHHOM B 1962 1., C. Baglioni npoaHain3upoBai Moiie-
KYJSIDHYIO CTPYKTYpPY MSTH aHOMAaJIbHBIX T'e€MOTIIOOMHOB:
HbD-Chicago, HbD-North Carolina, HbD-Punjab, HbD-Por-
tugal u HbD-Oak Ridge u ycTaHOBHII, YTO BCE OHH HJICHTHYHBI
oOHapyxenHomy panee HbD-Los Angeles [3]. HauGonee ua-
CTHIMM HAMMEHOBAaHMUSIMH 3TOTO MyTaHTHOTO Hb, BcTpeyaro-
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sputpouuTsl [11]. EcTh HeCKoNbKO cOOOIIEHNU, ONMUCHIBAIO-
mux koHacnenosanue HbD-Punjab ¢ B*-ranaccemuueckoil my-
taruei [VSI+5 G-C [11—14]. Bo Bcex nyOnukarusx y mnarm-
€HTOB C TAaKUM COYETaHHEM HaOIIONAIICh THITMYHBIE Talacce-
MHUECKHE MOKA3aTeJIU C TUIIOXPOMHBIM MUKPOLIMTO30M U IIPH
anekrpodopese BouiBisuics HbD-Punjab ot 37 no 94%. I'ena-
TOCIUICHOMETAJIHIO BBISIBUJIM JIUIIb B OHOM ciry4dae [12].

[TyOnukaruii, onuceIBarOIKUX coyeTanue myranuii HbD-
Punjab/p*-ranaccemus (IVSI+5 G-C) unu apyrux tanaccemu-
yeckux MyTauuii ¢ cunapomoM JKuns6epa, — HeT. B onHoii pa-
60Te ymoMrHaeTCss 0 MEKCHKAHCKOH ceMbe, B KOTOPOif MaTh
0Ka3aJach HOCHTEIEM CIECAYIOMNX MyTalllii: TeTEPO3UTroTa 0
HbD-Punjab, romosurora no HFE H63D u rereposurora
UGT1A1*28 no cunapomy Kunsbepa [15].

KAnnnueckmnin cayuan

KauecTBEHHYIO M KOJTMYECTBEHHYIO XapaKTePHCTHKY 00-
pasuoB Hb maiueHTa u ero mpsiMbIX POJCTBEHHHKOB OCY-
IIECTBIISUIM Ha aBTOMATHYECKOM aHAJIN3aTOpE sl KaruIsip-
Horo s1exTpodopesa Minicap ¢ ucrnonab3oBanueM Hadbopa Cap-

muUMucs B nuteparype, asisiorcss HbD-Los Angeles unu
HbD-Punjab [5]. HbD-Punjab mupoxo pactpocrpanen B [1a-
KHCTaHe, Ha ceBepo-3anaae Munun, B Kurae, ctpanax bimxk-
Hero BocToka, a Takke BO MHOTHX JIpyTHX YacTsX MHUpa ¢ 00-
med gacrotoit 0,2—3,0% [6—8]. Y 3THHYECKHUX KUTeIeH
Tamxukucrana HbD-Punjab He onncan.

HbD-Punjab o6naiaet HOpMaJIbHOH PaCTBOPUMOCTBIO, IO~
9TOMY B BOCCTAHOBJIICHHOM COCTOSIHHH HE BBI3BIBACT CEPIIO-
BUJHOCTH DPUTPOLIUTOB, XOTS U CXOXK 110 CBOMM dJIeKTpodope-
THYeCKHUM cBoiicTBam ¢ HbS.

B rereposurornom Bapuante HbD-Punjab He naet kiuHH-
KO-T€MaTOJIOTHUECKUX MPOSBICHUI. | OMO3UTOTHBIN BapHaHT
HbDD BcTpeuaercss kpaiiHe peiKO U OOBIYHO HE CBSA3aH C
CUMITOMATHYECKUMHU CIIy4assMH, HO HHOTJA Y JIIOEH C ATUM
BapHUaHTOM MOXKET PAa3BUTHCS cllabasi MM yMepeHHast TeMOJIH-
THYeckas anemus u crieHomeranus [9,10]. [pu oboux Bapu-
aHTaxX B Ma3Kax KPOBU MOTYT BBISBIATHCS MHUIICHEBUIHBIC
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Puc. 1, 2. TMaumentr ¢ HbD-Punjab/p*-taraccemuen
(IVSI+5 G-C). ®opma vepena u AMLIEBOI CKeAeT He M3me-
HeHbl. [pn NnaAbnaunmu oTMeuaeTcs BbICTyMaoWas U3-MoA
Kpasi peOepHOi AYrM Ha 6 CM YBEAMUEHHAas! CeAe3eHKa.

BkutoueHue B cTaTbio pHUC. 3 00YCIIOBICHO TEM, YTO Y MalUeH-
TOB C [-TajTaceMuert XapakTepHbl KIIMHUYECKHE MPOSIBICHUS B
BUJIE: HEMPOMOPLMOHAIBLHO GOJIbILON 1ehOPMUPOBAHHOM IOJIO-
BbI (GallIeHHbIIl Yepern), MPUILTIOCHYTOr0 HOCA, Cy>KEHHBIX Iiia3-
HBIX IIeJIeil ¥ BBITYKJIBIX CKYJI (IIPU3HAKM MOHT'OJIOUJIHOCTH).
Ho Taknx u3MeHeHWil y HaIllero MalyueHTa HeT, YTO BasKHO OT-
METUTb.

JloGaBieHue B cTaTbio puc. 4 HEOOXOIUMO JITIsl HATJISITHOTO
TNPE/ICTABIIEHUS O TOM, HACKOJIBKO MOKET YBEJIMUMBAThLCSI celle-
3€HKa Y MAalUEeHTOB C reTepO3UroTHO (hopmoit 3-Tanmaccemun.
YBenuueHne Cene3eHKN — YacThblil CUMIITOM FeTepPO3UTOTHOM
[-TanaccemMun, HO 3HAYMTENILHBIM OH OBbIBAET PEKO — JIULIbL Y
6%. A y Halllero MalueHTa ceJie3eHKa BhICTYMaeT U3-Tof| Kpast
pebepHoii iyru Ha 5 cM.

Koumaxmmuasn ungpopmayusn:

Iuenux Anexcanop Bacuavesuy — f.M H., Ipod. Kad. TOCIUTAIBLHOI Te-
panuu ¢ Kypcamu 3HJ0KPUHOJIOTMU, FEMATOJIOTMM U KIIMHUYECKOM J1abopa-
TopHOI inarHocTuku PYJIH, pykoBouTeb OT/ies1a OHKOreMaToJI0ruu 1
BTOPUYHBIX MMMYHO/Ie(PUUMTHBIX 3a60seBanuit 'BY 3 «MockoBCKUil K-
HUYecKuil HayuHblil ueHTp uM. A.C. JlorunoBa [13M», Ten.: 8(495)304-
30-39; e-mail: pivnikav@gmail.com

TEPAMEBTUYECKUW APXVB 7, 2018



KoHacaeaoBaHme Taraccemmu y naumeHTa ¢ CMHAPOMom XKnabbepa
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Hb A2 2,2 22-32 Hb A2 58

Puc. 3, 4. Pezyabtat 3aektpocpopesa Hb: Hopma — cAeBa, naumenTa — cnipasa.
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Haemoglobin Electrophoresis
Name % Normal Values %
Hb A 55,2 HbA 52,0
Hb D zone 41,8 Hb F or Hb variant 5,2
Hb A2 3,0 Hb D zone 413

Puc. 5. PesyabTtatbl 3aekTpochopesa Hb poacTeeHHnkoB naumenTa.

illarys Hemoglobin(E) (¢upma Sebia, ®pannus). JJHK Beime-  HaTpus B MpUCyTCTBHH mpoTenHas3sl K ¢ mocnenyromiei ae-
JSUTH U3 SIICPHBIX KJIETOK mepu)epuveckoil KPOBHU MO CTaH-  NPOTEHHHU3AIHel Gperonom u xiopohopmom. CekBeHHPOBa-
JIAPTHOIM METOJMKE, BKIIFOYAIOIICH JIM3UC JofenmicyabdaToM  Hue o Metoxy CaHrepa BeeX (DyHKIMOHAIBHO Ba)KHBIX y4a-
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AabopatopHble AaHHble MauneHTa npu noctynaeHun B8 MKHLL 1 nocae onepaumm cnaeHaKToMMM

27.01.2018 08.02.2018 ) 26.02.2018
07.12.2017 (uepes 2 Hst (uepes 15 neit
[Tokazarenn (uepe3 33 Hs mocye
(IIpM MOCTYMJIGHUH)  MOCTIe nocine
CIIEH3KTOMUN )
CIJIEHIKTOMUM ) CINIEH3KTOMUN )
I'emormo6uH, r/n 115 118 123 131
Spurpouutst, + 1012/ 5,7 59 6,13 6,69
Perukynountsl, %o — — — 26,2
Cpenuit 06beM spuTpouuTa, i 66,0 66,0 58,7 583
CpenHee cofiepXaHne reMorIoonuHa 200 196 20.1 196
B 9pUTPOLUTE, NI
CpenHsisi KOHUEHTpALus FeMoryioorHa 3053 208 342 336
B 9PUTPOLUTE, T/
I'emaTokput, % 37,8 394 36,0 39,0
TpomGouuTsl, « 10%/1 290 414 1125 251
Jeiikouursl, + 10%/n 58 10,8 11,3 7,93
OO61mit 6UMMpyOHH, MKMOJIB/JT 178 573 1143
[psiMoit GrmpyOUH, MKMOJIB/JT — 17,8 7.8 6.8
Henpsimoit 61mpyOrH, MKMOJIB/JT 167 160,2 49.5 107,5
[Ipsimas peakums Kymoca OTpunaTen-HO — — —
HBs-anTuren OTpunaTen-HO — — —

Anrturena k BUY He o6Hapy»eHo

CTKOB I'eHa OeTa-roOuHa U IPOMOTOPHOM 00JacT! reHa ypu-
nuaaudocharmiokyponosui Tpanchepassl (UGT1AL) mpo-
BOJIMJIM C TIOMOIIIbI0 Habopa peakTuBoB BigDye Terminator
v.3.1 (Applied Biosystems, CIIIA) ¢ nocieayoumm aHaIu3oM
MPOAYKTOB pEaKIMM Ha aBTOMAaTHYeCKOM cekBeHatope ABI
PRISM 3100Avant (Applied Biosystems, CIIIA).

[Mamment 22 net, ponom u3 TamkuknucTaHa, TOCTYIHI B
kinHUKY xupypruu nedenn MKHII um. A.C. Jlorunosa B ze-
kabpe 2017 r. uIs NpOBEACHUS CIUIEH3KTOMUH 110 IOBOJY KU-
CTHI ceJie3eHKHU. V3 aHaMHe3a nanueHTa U3BECTHO, 4TO C JIeT-
CTBa OTMEYaJaCh HUKTEPHUYHOCTh CKIIEP, CITICHOMETallus, 11o-
BBIIICHUE YPOBHS HenpsMoro OuinupyouHa 10 400 MKMOJIB/
0e3 BhIpaXKEHHOH aHeMHUH. PaHee yCTaHOBJIEH IMArHO3: CHH-
npom Kumsbepa. B 2015 1. BoIsBIeHa KHCTa CENE3EHKH JI0
9 cM B ImameTpe, Npy ATUHHUKE opraHa 10 18 cm (puc. 1,2 n
cM. TaduIuny).

[Tpu pu3MKaIbHOM OCMOTpE: MALMEHT aKTHBEH, CIIOKOEH,
anmexBaTeH. Macca tema 60 xr nmpu pocte 174 cm. Ukrepuu-
HOCTb KOJKHBIX ITOKPOBOB U cKJiep. PU3nueckoe 1 MHTEIICKTY-
aJbHOE Pa3BUTUE COOTBETCTBYET Bo3pacTy. Popma uepena u
JMLEBOU CKeJleT He U3MeHEeHBl. Jlerkue u cepaue 6e3 naroino-
run. Yacrora cepaeunsix cokpamtenuii (UCC) 82 B 1 mun. Ap-
tepuanbHoe napnenue (A1) 120/70 mum pr. cT. JKMBOT MSTKHI.
[TanpnupyeTcst yBenUUYeHHAs CeJIe3eHKa, BBICTYNAlOMast U3-
1ozl peOepHOTro Kpast Ha 5 CM C BIOyXaHUEM HIDKHETO II0JII0CA.
Iledens BeICTymaeT W3-MOJA Kpas peOepHOi ayru Ha 2 cM
(em. puc. 1, 2).

BosibHOM NPOKOHCYJIBETHPOBaH reMarosioroM. O6paiieHo
BHMMAaHHE Ha HECOOTBETCTBUE CILNICHOMETAJUU CHHIPOMY
XKuneOepa u HU3KUE dPUTPOIMTAPHBIE HHIEKCHI. DTO MOCITY-
JKUIIO OCHOBAHMEM K TpOBe/ieHHIo nnekTpodopesa Hb. IMocne-
Jyioliee CeKBEHUPOBaHUE I'eHa B-ITI0OMHA M IPOMOTOPHOMN
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obnacty rena UGTIAI no3BOJIMIO ONPEAEIUTb XapaKTep IIIo-
OMHOBOW aHOMAJIMH U TeHETHYECKH BEepU(DUIIMPOBATH THATHO3
TOMO3UTOTHOM (opMbI cHHpoMa JKuibbepa.

[Tocne oOciienoBaHMs MAaMEHTa BBIMOJIIHEH 3J1eKTpodopes
Hb ero npsiMbIX pofICTBEHHUKOB 0€3 CEKBEHUPOBAHUSI.

Dnexkmpocghopes Hb

ITpu snexrpodopese Hb mamueHTa BHISABIECHBI KOJIHYE-
CTBEHHbIE U KaYeCTBEHHBIC M3MEHEHUs. [ eMOTIIOONHOMATHS
xapakTepu3zoBasiach HaimaueM ¢pakiun HbD-Punjab 88,9%,
HbA 3,4%, HbA2 5,8% u HbF 1,9% (puc. 3, 4).

Dnexrpodope3 Hb mpsambIX poICTBEHHUKOB: 0TI, 54 r0-
na, crapueit cectpsl, 34 roga, Miazamen cectpsl, 18 ner, u
IUIEMsIHHUKA, 4 ToJa (ChIH CTapIIeil cecTphl), TAKKE BBISBHI
(dpaxuuto HbD-Punjab (puc. 5).

I'emornoOuHONATHS NPSIMBIX POICTBEHHUKOB XapaKTepU30-
Basack: oters — HbD-Punjab 41,1%, HbA 56,1%, HbA2 2,8%;
crapmias cectpa — HbD-Punjab 41,7%, HbA 55,5%, HbA2
2,8%; mnanmas cectpa — HbD-Punjab 41,8%, HbA 55,2%,
HbA2 3,0%; mneMsHHUK (CbIH cTapiueil cectpsl) — HbD-Pun-
jab 41,3%, HbA 52,0%, HbF umu npyroii Bapuant Hb 5,2%.

Cexeenuposanue /[HK

JHK-nnarnocTuka, npoBeieHHast Ipy MMOMOIIM OIpeesie-
HUS TEPBUYHON CTPYKTYpPBI BCeX (DYHKIIMOHAIBHO BaXKHBIX
(hparmMeHTOB reHa Oera-rI00MHA, BKIIOYAIOMINX TIPOMOTOPHYIO
0051acTh, KOIUPYIOLINE YYaCTKH, YK30H-HHTPOHHBIE COUJICHE-
HUs U CUTHAJI IOJIMAACHUJIIMPOBaHUs, TTOKa3ajia, YTO MallueHT
SIBJISIETCS TETEPO3UTOTHBIM HOCUTENEM JIBYX HapyIICHHUH (KOM-
nayHn) — 3ameHsl CD121 GAA-CAA (Glul21Gln), npuBonsi-
el K 00pa3oBaHUI0 aHOMaIbHOTO TeMorodnHa HbD-Punjab,
u ff-ranaccemuueckoit myrtanuu IVSI+5 G-C.
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KoHacaeaoBaHme Taraccemmm y naumeHTa ¢ CMHAPOmMom XKuabbepa

CexBeHHpOBaHHUE MPOMOTOpPHOI obnactu rena UGTIAI
[0KAa3aJl0, YTO TMAIMEeHT SBJISIETCS TOMO3UTOTON MO aJlJIeNo
(TA)7, accouuupyroiemycs ¢ cuaapomom Kunbbepa. Hopme
COOTBETCTBYET aJljIeiIb, COJIEPKAILUICT B MUKPOCATENIUTHOM
yd4acTke mpomoropa mectb TA 0nokoB (puc. 6, M. HA IBET-
HOW BKJIEHKe).

B suBape 2018 r. mpoBeneHa ycnenraas jganapoCcKommae-
cKas cIuleHdKToMus. [Ipu peBu3uu: IedeHb clierka yBelIndeHa,
HOPMAaJIBHOTO 1IBETa U KOHCUCTEHLUH. CelIe3eHKa BEICTYIAeT
u3-10J Kpas peOepHOi ayru Ha 5 cM. B HikHeM nostoce 00-
HapyXe€HO OKpyIIoe 00pa3oBaHUe pa3MepoM JI0 6 cM — KHUCTa.
DparMeHThl CeIe3eHKU U3BICUYEHbI Yepe3 JOMOIHUTENbHbIHI
S5-CaHTHMETPOBBIH pa3zpe3 B OpromHON cTeHke. ['ucronorunye-
CKHU CTPYKTypa CEJIe3¢HKH COXpaHEHa, BbIABIECH (uodpo3
CTPOMBI.

[To pe3ynbraraM J1aOOpaTOPHBIX UCCIICIOBAHUI BUIHO, YTO
y HalMeHTa UMEETCSl TUIIOXPOMHAsE MUKPOILIUTAPHASL aHEMHUS U
BBICOKHE LU PbI HENPSAMOro OMIMPYOrHA KaK MPOsBICHHUE Ta-
nacceMuu U cungpoma JKunabOepa (puc. 7, CM. Ha LIBETHOM
BKJIEHKe, CM. Ta0JHILY).

OO6cyxxaeHne

Konacnenosanue HbD-Punjab/f*-ranaccemun (IVSI+5 G-
C) siBisieTcst KpaitHe peAKUM coObITHEM. MBI BIIEpBBIE OIMCHI-
BaeM TaKOE€ COUYECTaHHE MYyTallUi B TeHe B-TI00HMHA y MalueHTa
¢ TOMO3HTOTHBIM TeHOTUIIOM cuHApoMa JKunsoepa. Tak kak
HacyienoBanne HbD-Punjab y 601bHOTO HOCHIIO TETEPO3UTOT-
HBIH XapakTep ¥ SpUTPOLUTHI copepxanu kak HbD-Punjab (o
88,9%), rak u HbA (o 3,4%), TO KJIMHUYECKOTO IPOSIBICHUS
9Ta MyTal¥s He HMela. DTO CBSI3aHO C TEM, YTO BOCCTAHOB-
neHHbii HbD o6naaer HOpManbHOM pacTBOPUMOCTBIO U HE
MPUBOIUT K U3MEHEHUIO ()OPMBI IPUTPOIMTOB. B oTIHune oT
MUCCeHC-MyTanuu f-TamacceMuyeckas MyTalusl cruiaiicuira
IVSI+5 G-C 3Ha9uTenbHO CHIKAET YPOBEHb CHHTE3a HOP-
MaJIbHOH (-1lenH 1 00yCIOBIUBACT HATNINE TEMOTUTHIECKOM
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MHKPOIUTAPHO aHEMHH ¥ OOIBLHOTO, YTO OCIOKHSIET TeUCHUE
cunapoma XKunpbepa. Kak pesysnbrar, ¢ 1eTCTBa KOJIUIECTBO
HEnpsMOTo OWIHPYOHHA MTOCTOSHHO HAXOAMIOCHh Ha YPOBHE
150—200 mxmodb/1 ¢ MmakcumymoM 110 400 mrMob/i1. Uepes
2 HeJ| ocIIe CIUICHAKTOMUH cojiepkanue Hb yBenuumnocs 10
123 r/n, Henpsmoll OmnupyOuH cHusuiacs co 160 no
49,5 mxMmoub/n1. KoiaudecTBO TPOMOOIMTOB TOBBICUIOCH J10
1,2 mun. [Tpuem npenapara TpoMOopenyKTruHa B 03¢ 1,5 Mr B
CYTKH TMPHUBENI K CHIDKEHHIO KOJIUYECTBA TPOMOOIMUTOB JI0
250 thic. OpHako erie yepes 2 Hell KOHIIEHTPALUs HeNpsiMoro
OmmpyOuHa BHOBB NOBBIcHIAach 10 107 MkMonb/n. Takoe mo-
BBIIIICHHE B OOJbIICH CTENEHH OOYCIOBICHO CHHIPOMOM
}Kl/mb6epa, TakK KaK reMOJIUTHYCCKass aHEMHUA HOCUT KOMIICH-
CHUPOBAHHBIN XapakTep.

B monoOHBIX citydasx KpaiiHe Ba)KHBIM SIBIISIETCS BBI-
nosiHeHue anekrpodopesa Hb u renernueckoro ananuza Hb
pOJICTBEHHUKOB. VccrieoBanbl NpsiMble POACTBEHHUKHU: OTEIl,
crapiiasi cectpa, MIaJliasi cecTpa U MISMSHHUAK (CBIH CTap-
mreil cectpsl). Marh manuenTa ymepiia B Bo3pacrte 53 et ot
OCTPO KOPOHAPHOU HEJOCTATOYHOCTH. Pe3ynabpTarsl 31eKTpo-
¢dopesza Hb BeisiBuim ¢pakuuto HbD-Punjab y Bcex uccienye-
MbIX oT 41,1 10 41,8%.

3akAl0ueHue

BriepBble ONMUCaH MAIMEHT, STHUUECKHUM )KUTENb TaPKUKH-
craHa, ¢ penkum coderanuem HbD-Punjab/B*-tamaccemun
(IVSI+5 G-C) u romo3urotHoi Gpopmoii curapoma Kuspoepa.
ITokazaHo, YTO CIJICHIKTOMHUS IPUBEIA K KPAaTKOBPEMEHHOMY
CHIDKEHHIO KOJIMYeCTBa HelpsiMoro ounupyousa B 3 pasza. Co-
YeTaHWe TAKUX TEHEeTUUECKUX HapyIIeHUH TpeOyeT qeTanbHO-
ro o0cie0BaHUs HE TOJIBKO HCCIEAYEMOro, HO U BCEX €ro
OJIN3KUX POACTBEHHUKOB. DnexkTpodope3 Hb mpsmbix poa-
CTBEHHUKOB BbIIBUI y HUX (pakiuio HbD-Punjab.
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