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AmAn erepoluywrtia B-0alacoaipiag

Kot atpocaipivng 0-Arab

H aipoogaipivn O-Arab otnv opdéluyo pop®i, n omoia otov EAAASIKO XWpo
gu@avifetal kKatd KOpto Adyo otoug Mopdkoug TG OpAkng, cuviOwg eK-
SnAwvetatl KAIVIKA pe AMia umtdXpwun avaipia. H cuvimapén tng Opwg pe
B-8alacoaipia 1} SpeMavoOKUTTAPIKN VOO0 €XEL WG ATTOTEAEGHA GNUAVTIKA
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ETEPOYEVELD OTNV KAVIKN ELPAVION TWV acOEVWV, TIOU UMOPE( Vv TAPOUGIA-
(ouv onuavTiki voonpotnta. Meptypdagetal n mepintwaon acOevoug pe Sumin

erepoluywtia B-Oalaccaipiag kat aipoo@aipivng O-Arab kat @aivotumno
nmag evéiapeong B-0alacoaipiag, n Sidyvwaon tng omoiag 1€0nke petd anod
Siepevivnon epPpuikng evéountprag kabuotépnong tng avamtuéng (IUGR)

Compound heterozygosity
for B-thalassemia
and hemoglobin O-Arab

TIOU TTAPOUCIACTNKE KATA TNV EYKUMOGUVN TNG cu{UYOU TOU Kalt avéSEI§e wg

Tuxaio eUpnpa eTepoluywtia TG alpooaipivng O-Arab oto éufpuo.

O\ alpooc@aipvomdBeiec amoTeAOVV [ ETEPOYEVH]
ouAada KANPOVOUIKWY voonudtwy mou petapifalovtal
KATA TOV AUTOOWULKO UTTOAEITTOUEVO XAPOAKTHPA KAl OPEi-
Novtal o€ BAGREeC Twv yoviSiwv Twv MeNMTISIKWV aAucidwv
™G alpoo@alpivng. Ta SpemavokuTTapikd cUvSpopa gival
ouvnO£oTEPA ATTOTEAECUA ONUEIAKWY HETAANAEEWY OTO
yovidio tn¢ B-o@aipivng, mou odnyouv ce al\ayr TnG SOUNG
TOU popiou TNG alpoo@alpivng o cuvOnkeg uTToalpuiog Kat
€XouV w¢ emakolovBo tn Spemdvwon Twv epubpwv Kal
NV atpoiuon.’ Ta Balacoaiuikd cuvdpoua o@eilovtal
€ite o€ ONMUEIOKEG METONNAEELG, OTTIWG OTNV TIEPITTWON TNG
B-Balaocoatpiag, eite oe amaillayry oAOKANpwv yovidiwy,
oTnVv Mepintwon NG a-8alacoaipiag, mou odnyouv oe
HEIWMEVN 1] Kat KaBdAou mapaywyn Twv B- 1 a-aAUCEWV TNG
alpoo@alpivng, avtiotolxa.’ Exouv avayvwploTei oLkiAol
yovoéTturol Kal ouvSuaopoi HETAANAEEWVY TTOU €X0UV WG
QATTOTENECHA IO EVPEIQ ETEPOYEVELD OTNV KAIVIKE) EUPAVION
Twv acBevwy, amod ATa UTTOXPWHN Avalpia £éwg CNUAVTIKA
VOOoNPOTNTA UE TTIOAU-OPYAVIKI] CUMHUETOXH KAl avAayKn yia
Oeparneia petayyioswv €@’ dpou {wng.?
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MEPIFPA®H NEPINTQXZHX

Mpodkeltal yia dvdpa 37 eTwy, pe Kataywyr and toug MNoud-
KOUG TNG ©pAKN, TTOL TTAPOUCIACTNKE 0T Movada MecoyelaKNG
Avalpiog TOU VOOOKOMEIOU PETA ATTO TIPOYEVVNTIKO €AEYXO TNG
gyKUoU ou{Uyou Tou Adyw euPPUiknG evEoUNTPLaG KaBUoTEPNONG
N¢ avantuéng (IUGR), o omoiog avédelfe wg Tuxaio elpnua 4T To
€uppuo gppavile etepoluywTtia alpoo@alpivng O-Arab. To atoul-
KO avapvnoTIKO Tou acBevoug Atav eAeVBepo Kat Sgv AdpBave
KATTOla (PAPHOKEUTIKN Aywyr), EVw SeV €iXe OUYYEVH HE YVWOTH
alpooealptvomddela i avaipia. Amo tn QuOIKn e€€taon, 0 acOevig
EUPAVLILE UTTIKTEPLKH XPOLA ETIITIEQUKOTWY, NTTATOCTIANVOUEYAAia
KAl OAOGUCTOAIKO pUonpa. O TTapakAVIKOG EAeyxog avédel&e Hb:
9,1 g/dL, MCV: 61,2 fL, MCH: 20,1 fL, pepttivn: 653 pug/L, LDH: 232
IU/L, oAikny xoAepuBpivn: 5,22 mg/dL kat éppeon xohepuBpivn: 4,78
mg/dL. To emixplopa meppepIkov aipatog avédel&e umoxpwia,
MIKPOKUTTAPWON, AVICOKUTTAPWON, TIOIKINOKUTTAPWON, KABWG Kat
TTUKVOKUTTAPA KAl OXIOTOKUTTAPA, EVW 0 EAEYXOG YIa €yKAglota HbH
Atav BeTIKOC. MapdAANAa, N NAEKTPOPOPNON TNG ALLOCPALPIVNG
o€ o&elkn KUTTapivn avédelfe KAaopa alpoopalpivng Ax: 85% kat
KAAopa atpoo@alpivng F: 15%, v N XpWHATOYPAPIKH avaluon
(HPLC) avédei&e aipoopaipivn F: 11,7% kat aipooatpivn X: 76,4%
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(dyvwoTto KAdopa alpoo@alpivng) Kat cuoTtrONKe ENEYXOG LE HO-
PLOKEG TEXVIKEG. O yovoTumiog avédel&e HeTANAEELG oTa B-yovidia
[364G>A];[92+1G>A][=] (IVS1-n1/HbO-Arab). O acbevr¢ ritav
Sum\o¢ etepoluywtng B-Balacoaipiag kat aipooeaipivng O-Arab
UE @awvoTumo fmag evdlapeong Oalacoaipiog. EKtote, ouveyilel
TNV TOKTIKN TTapakoAovOnor Tou ot povada pag, xwpig va €xel
KPIOEl pEXPL OTIYUNG avayKaio va AABEL HETAYYIOELG, EVW AAMBAVEL
@UAAIKOS O&U.

ZXOAIO

H aipoo@atipivn O-Arab gival pia mapaiiayn tng Quol-
OAOYIKNAC AlOCPALPiVNG, TTOU OPEINETAL OE AVTIKATACTAON
TOU YAOUTAUIVIKOU apivoééog og Auaivn otn Béon 121 Tou
popiov TnG B-opaipivng (121Glualys), Adyw HIag ONUEIOKAG
HETAMaENG GAAAAAAS TNV nAekTpo@dpnon TNG Alpo-
o@alpivng, N maboloyikn aipoogalpivn O-Arab epgavilel
TTAPOUOLEC NAEKTPOPOPNTIKEC 1I810TNTEC ME TIC HbA,, HbC
Kat HbE o€ aAkaAikd pH, evw og 6&ivo pH petakiveital
HeTa&L TNC apooalpivng S kat A4 AKpIi¢ pétpnon tng
alpoo@aipivng O-Arab pmopei va emteuxOei pue T Xprion
XpwpaToypa@lkwv pebddwv (HPLC), émou to KAdopa tng
apoo@aipivng O-Arab gpgavilel TNV KOpUEH TOU TIPLV ATTO
Vv HbC.* O Siaxwplopog petay aipooaipivwv C Kat
O-Arab umopei va emrteuyBei pe Sievépyela test Spemavw-
ong, katd 1o omoio n HbC divel BeTikd amoTté\eoa, evw n
O-Arab apvntiké.

H Umapé&n tou yovidiou tTng aipoocaipivng O-Arab
€xel TEpLYpa@ei og peENETEG ot Zaoudikn Apafia,’ oTto
Touddv,” otn Boulyapia® kat mépi€ Tng Meooyeiou.? Ztov
€MASIKO XWpo, n ummapén Tou yovidiou TNG AlpooPAl-
pivng O-Arab éxel aveupeBei og au§nuévn ocuxvotnta,
€w¢ Kal o€ 2,7%, o€ ENAnveg Mopdkoug Tng Opdkng.’ Ze
HeAETN Twv Papadopoulos et al mou a§loAdynoav toug
YEVETIKOUG TTOAUHOPPIOUOUG TWV KATOIKWV TNG TTEPLOXNAG
otomnoiol oxetiCovtal pe TN HeTdANaén O-Arab, mpotdOnke
OTL N HeETANAEN TTpoékuYe TTEPiTTOU 2.000 £Tn TIPLV Ao
évav oTravio amAOTUTIO, XAPAKTNPLIOTIKO Twv EAAAvwv
Mopdkwy, kat eEamMAWONKE ard Tn CUYKEKPLIUEVN TTEPLOXNA
oTn Meooyelo kat otn Méon AvatoAn.”? Ztnv idia pelétn
OUOXEeTIOTNKE N METANAEN TNG alpoopalpivng O-Arab kat
ue tov anhoturo VI, o omoiog éxel Bpebei va epgaviCetal
ouxvoTtepa o€ aoBeveig pe B-Oalacoaipia og oxéon pe Tov
YEVIKO TANBUoO. ™

Ta etepdluya dTopa yia tnv aipoo@aipivn O-Arab sivat
TUTTIKA EAEVOEPA CUUMTTWHATWY, XWPIG afloAoya epyaoTn-
PLOKA EVPAUATA, UE TTOOOOTA alpoo@alpivng O-Arab <40%,
VW ol opoUYWTEG PTTOPEI va gppaviCouv ATTIA UTTOXPWIN
avaipia pe emimeda apoo@aipivng 10-12 g/dL kat aipdiuon,
Xwpi¢ Opw¢ cupntwpatoloyia. > Exouv meptypagei os Oe1péq

K. MATTANAX kat ouv

TIEPIOTATIKWV AANA KAl WG UEUOVWHEVEG TIEPITITWOELG ATOA
etepOluya yia tnv alpoogalpivn O-Arab o cuvSuaoud pe
etepoluywTia yia a-0alacoaipia,’” B-6alacoaipia’™ kat
SpemavokuTttapikn vooo. 4"

H Omapén t™n¢ aipoo@aipivng O-Arab alAdlel Tn pop-
poloyia Tou epubpokuTTdpou, SivovTAg TOU TTIO CPALPIKO
oxnua. Eldikétepa yia tn SPEMavoKUTTAPIKN VOO, N UTIapEn
NG alpooaipivng O-Arab €xel wg amotéleopa tTn pPeiwon
Tou MCV kat tnv avénon touv MCHC, TTou XapaKTNPLIOTIKA
gvodwvouv tn Spemdavwon Twv epuBpwv. To BeTikd @opTio
™G alpoo@aipivng O-Arab odnyei otn cucocwpevon TG
OTNV ApVNTIKA QOPTICHEVN EPUBPOKUTTAPIKN HEMPBPAVN,
aA@PrVOVTaG TTEPIOCOTEPO EAEVOEPO XWPO YL TOV TTOAUE-
PIOMO TNG alpoo@alpivng S.’¢ Avagopikd Je Tn ocuvurtapén
ue B-Balacoaipia, n CLUCCWPELON TNG OETIKA POPTICUEVNG
O-Arab otn pepfpdvn Tou EPUBPOKUTTAPOU EXEL WG ATTOTE-
AECHA TN CUCOWPEVON ASIAAUTWY TETPAMEPWV A-AAUCIO WV
OTO KEVTPO TOU £pUOPOKUTTAPOU Kal EMaKOAouBOa TNV
atpoAvon.

H KAWVIKNA €lkova Twv acBevwv pe SImAn etepoluywTia
O-Arab kat B-8alacoatpiag i SPEMAVOKUTTAPIKAG VOCOU
eU@aviCel onuavTiki etepoyévela. H cuvumapén ue ete-
poluyn B-Balacocalpia £xel cuvAOBWC WG ATTOTEAECUA TNV
EUPAVION CNUAVTIKNAG AVAIUIaG HE (KTEPO, OTTANVOLIEYAAia
Kal oUYXVA avdAykn yla PETAYYIoELg, evw n cuvomapén He
OPEMAVOKUTTAPLKN VOOO €XEL WG ATTOTEAECUA TNV EUPAVION
NG KAWVIKAG €1KOVAG TNG opdluyNng SPEMAVOKUTTAPIKAG
vooou pe emwdUVEC KpIoelg Kal avaipia.” H moikilopop@ia
OTIC KAWVIKEC eKONAWOEIC TEPLlypA@eTal o€ SVO UENETEC: N
TPWTN avagépetal o€ 44 aoBeveic pe aipooaipivn O-
Arab amé tnv AkTr Tou EAepavtootoU mou ta&ivouriOnkav
o€ Tpelg katnyopieg (A/O-Arab, C/O-Arab kat S/O-Arab),
empeRaiwvovtag otL n etepoluywtia A/O-Arab kat n C/O-
Arab gival acuunmtwpatikés.”” Avtiotolxa, pia JeAETn amd
TNV Tuvnoia, Katd tnv omoia HeAeTHONKav Slaxpovikd 20
aoBeveic TnV mepiodo 1983-2003, katéAn&e oto cuumépa-
Opa OTL N oLVOeTN eTepoluywTia O-Arab/B-0alacoaipiag
QATTAITEl TIEPIOTACIOKEG PeTAYYioelg emi evOeifewy, evwd n
omAnvektoun evdeikvutal eni kpioewv eykAwRIoUOoU 1
UTTEPOTTANVICOU. 8

JUPTTEPACHATIKA, N ocuvuTapén TNG algoo@aipivng O-
Arab gite pe B-0alacoaiuia ite pe SPEMAVOKUTTAPIKH VOCO
UTTOPEi va €XEL WG ATTOTEAECHA ONUAVTIKE VOONPOTNTA O
AUTA TNV OuASA AoOBEVWY, UE TTOIKIAN CUPTITWATOAOYIA.

TNV mapouoa KAVIKH TTEPIMTWOoN 0 aoBevng eppavile
pawvoturo fmag evéildpeong B-Balacoatpiag. Amarteital,
OMWC, TOKTIKA KAWVIKA KAl EpyaoTNPIAKN TapakoAovOnon
yla 1o evOexOeVo évapéng petayyioswv eni emdeivwong
NG avaiiag.
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ABSTRACT

Compound heterozygosity for 3-thalassemia and hemoglobin O-Arab

K. MANGANAS," S. DELICOU," A. XYDAKI," Z. PALLANTZA?
'Department of Thalassemia and Sickle Cell Disease, “Hippokratio” General Hospital, Athens,

’Department of Laboratory Hematology, “Hippokratio” General Hospital, Athens, Greece

Archives of Hellenic Medicine 2020, 37(2):251-253

Hemoglobin O-Arab in the homozygous state, which in Greece appears primarily in the Pomak population of Thra-

ce, is usually manifest as a mild hypochromic anemia. Its co-existence with 3-thalassemia or sickle cell disease re-

sults in significant heterogeneity in the clinical presentation, and, in some cases, in significant morbidity. The clinical

case of a 37-year-old male Pomak with compound heterozygosity for 3-thalassemia and hemoglobin O-Arab and a

phenotype of mild B-thalassemia intermedia is presented here. The diagnosis was made following investigation of
intrauterine growth restriction (IUGR) during his wife’s pregnancy, which revealed as a random finding that the fe-

tus was O-Arab heterozygote.

Key words: Anemia, B-thalassemia, Hemoglobin O-Arab, Hemoglobinopathies, Sickle cell disease
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