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HEMOGLOBINOPATILERIN
YAPISAL CESITLILIGI

Hemoglobinopatiler Tarkiye Dinya
Alfa Talasemiler 20 100
Beta Talasemiler 42 200

Anormal Hemoglobinler 52 1000
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Alfa ve beta globin gen kumeleri
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Hb molekulunde alfa ve beta & Hvvar
globin zincir orani
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Alfa globin gen delesyonlari
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GGTCAACTTCAAGet gageggecgggecgggagegat ct gggt cgaggggcgagat ggegecttcct cgecagggea
___________________________________________________________________ focoeon-

gaggatcacgecgggttgcgggaggt gtagecgecaggeggeggcet gecgggect gggecct cggecccact gacectce

skookosk sk skokok
R CE R LR LR L

ttctct gcacagCICCTAAGCCACTACCTACTGGT GACCCTGEOCECCACCTOCOOCUCCAGT TCACCCCTAAG

tcggt ggccatgecttettgecectt gggectceccecccageecctectceccttcect gcaccegtaccecegt ggt

ctttgaataa gtctgagtgggcggcagcct gt gt gt gcctgagttttttcecet c*agaaacgt geccage *at gg

tg--cc-g--t------a-a----



Ulkemizde tespit edilmis alfa zincir varyantalari (n:14)

Hb Adi Rezidi/Degisim  Mutasyon

O-Padova 30Glu—Lys GAG—-AAG
Hasharon 47Asp—His GAC—CAC
Montgomery 48Leu—Arg CTG—-CGG
Adana* 59Gly—Asp GGC—-GAC
J-Anatolia 61Lys—Thr AAG—ACG
Ube-2 68Asn—Asp AAC—-GAC

Q-Iran 75Asp—His GAC—CAC
Moabit 86Leu—Arg CTG—-CGG
M-lwate 87His—Tyr CAC—TAC

Capa* 94Asp—Gly GAC—-GGC
G-Georgia 95Pro—Leu CCG—CTG
Strumica 112His—Arg CAC—CGC
J-Meerut (J-Birmingham) 120Ala—Glu GCG—-GAG
Costant Spring 142+31 Amino asit

Altay C. Abnormal hemoglobins in Turkey. 19(1):63, 2002



ALFA TALASEMI GENOTIPLERI
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Poly A mutasyonu tasiyan bir ciftin hematolojik degerleri

Yas Hb RBC MCV MCH MCHC HbA, HbF
g/dL 1012/L fL Pg g/dL % %

Anne 13.4 5.2 80.9 25.8 31.8 1.9 0.8

28

Baba 14.6 5.6 78.0 26.0 33.3 2.4 0.6

32
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Turkiyede gorulen alfa, beta, gama ve delta globin zincir varyantlari

No Mutasyon Adi Mutasyon Taru No Mutasyon Adi Mutasyon Taru
1 Adana a59 Gly>Asp 27 J-Antakya 365 Lys>Met
2 Ankara 10 Ala>Asp 28 J-Iran B77 His>Asp
3 A,Yialousa 5 82 Ala>Ser 29 J-Meerut a120 Ala>Glu
4 Antalya Delesyon ve Insersiyon 30 Knosos 27 Ala>Ser
5 Bagkent y128 Ala>Thr 31 Koln 398 Val>Met
6 Beograd B121 Glu>Val 32 Lepore-Boston Hibrit

7 Brocton 3138 Ala>Pro 33 M-lwata a87 His>Tyr
8 Bronova a 103 His>Leu 34 Moabit a86 Leu>Arg
9 C B6 Glu>Lys 35 Monthgomery a48Leu>Arg
10 City of Hope 69 Gly>Ser 36 N-Baltimore 95 Lys>Glu
11 Costant Spring Uzamig a zinciri 37 O-Arab 121 Glu>Lys
12 Capa a94 Asp>Gly 38 O-Podova a30 Glu>Lys
13 D-Iran B22 Glu>Gin 39 O-Nilotic Hibrit

14 D-Punjab 121 Glu>GlIn 40 Pyrgos 83 Gly>Asp
15 D-Ouled Rabah 319 Asn>Lys 41 Q-iran a75 Asp>His
16 E 26 Glu>Lys 42 S 6 Glu>Val
17 E-Saskatoon 22 Glu>Lys 43 Sarreburg 3131 GIn>Arg
18 G-Copenhagen B47 Asp>Asn 44 Setif a94 Asp>Tyr
19 G-Copenhagen B47 Asp>Asn 45 Siirt B27 Ala>Gly
20 G-Georgia a 95 Pro>Leu 46 Strumica a112 His>Arg
21 G-Szuhu 380 Asn>Lys 47 Summer Hill B52 Asp>His
22 Hakkari 331 Leu>Arg 48 Tunis B 124 Pro>Ser
23 Hamadan B56 Gly>Arg 49 Tyne B5 Pro>Ser
24 Hasharon a47Aspu>His 50 Ube-2 a68 Asn>Asp
25 Istanbul 92 His>GlIn 51 Volga B27 Ala>Asp
26 J-Anatolia a61 Lys>Thr 52 Yauzi B79 Asp>Asn




Farkli alfa talasemi tasiyicilarinin hematolojik degerleri

Yas RBC Hb Hct MCV MCH | MCHC | Hb I-LAZ B-glob.in.
Cins 1012/L g/L % fL Pg g/dL Tipi %o Genotipi
Erkek (n:5) 4.82 13.9 44 92.3 28.8 31.2 AA 25 ao/oo
Kadin (n:7) 4.69 13.6 43 93.2 29.0 31.1 2.5 ao/ao
E-12 5.26 12.5 41 77.9 23.8 30.5 AA 2.1 - a(3.7)/aa
K-22 4.57 1.9 36 80.0 26.0 32.6 AA 3.0 | -a4.2)aa
K-25 5.25 10.8 35 70.2 21.4 30.4 AA 20 | -(17.4)/aa
E-14 6.64 12.7 42 63.7 19.1 30.0 AA 1.9 | --(20.5)/ aa
K-43 5.57 10.9 37 67.9 19.6 28.8 AA 24 | --(26.5) o
E-15 4.47 12.8 38 85.6 28.5 33.3 AA 1.4 aa/ot g
E-28 5.22 13.3 46 89.1 25.5 28.6 AA 2.5 aa/ aPAl o
K-29 5.20 13.4 42 80.9 25.8 31.8 AA 1.9 ao/oPAZ g




HbAS ve a-talasemili kigilerin hematolojik degerleri

Yas RBC Hb Hct | MCV | MCH | MCHC | Hb | HA, B-globin
Cins | 10%2/L g/L % fL pg gidL | Tipi | % Genotipi
K-30 4.79 14.0 44 | 923 | 292 | 317 | AS | 3.1 aa/oo
E-33 4.48 13.0 40 | 906 | 29.0 | 320 | AS | 35 ao/ao

K-7 5.01 13.4 44 | 888 | 267 | 301 | AS | 35 -0(3.7)/aa
K-27 4.63 12.3 40 | 864 | 26,6 | 307 | AS | 33 -0(4.2)/aa
E-32 6.22 13.7 43 | 702 | 220 | 313 | AS | 40 ~(17.4)/ac
K-29 5.20 10.4 33 | 639 | 200 | 313 | As | 33 --(20.5)/ac
E-14 5.16 11.3 35 | 696 | 219 | 315 | AS | 37 ~-(26.5)/00
E-52 5.95 11.8 3 | 909 | 299 | 329 | As | 33 aa/oPA2
K-20 5.70 9.2 31 555 | 16.1 | 29.0 | AS | 1.2 | -(17.4)-a(3.7)
E-30 6.09 10.8 36 | 604 | 177 | 293 | AS | 14 | -—(26.5)0Pr2q




HbH; Farkh a-talasemi gentipleri ve hematolojik degerleri

Yas RBC Hb Hct MCV MCH | MCHC | Hb HA, B-globin
Cins 1012/L g/L % fL Pg g/dL Tipi % Genotipi
E-16 4.72 8.8 30 64.0 18.7 29.2 AH 1.7 - +(MED 1)/-a(3.7)
K-45 4.67 9.1 35 75.0 20.0 26.0 AH 0.5 - ~(20.5)/-(3.7)
K-41 4.71 9.5 34 71.8 20.1 28.0 AH 0.5 - - (20.5)/-0(4.2)
E-29 5.38 10.3 37 69.4 19.2 22.5 AH 1.4 --(MED 11)/-a(3.7)
E-18 4.06 6.4 24 59.0 16.0 27.0 AH 1.5 - «(MED )05
K-23 3.81 7.8 26 67.0 20.0 30.0 AH 0.8 - +(MED I)/oPAla
E-22 3.28 74 31 96.0 22.0 23.0 AH 1.3 - (20.5)/00P5
K-11 4.87 8.6 30 62.0 18.0 29.0 AH 0.4 - +(MED Il)/a*"a
E-29 4.42 7.8 33 78.0 18.0 24.0 AH 0.8 aPAla/aPAlg




Cukurova Bolgesinde Gorulen
HbH Genotipleri

Cins/Yag | BpC | Hb | Het) MCV | MCH MgH Hb 1 Hb A | b H Genotipi
10%/L | g/dL | % | ML | pg | . |Tipi| %

E-16 472 | 88 | 30 | 640 | 187 | 292 |AH | 17 |- (MEDI)/-a(3.7)
K-45 467 | 91 | 35 | 750 | 200 | 260 |AH | 05 | -(20.5)/-a(3.7)
K-41 471 | 95 | 34 | 71.8 | 201 | 280 |AH | 05 | - (20.5)/-a(4.2)
E-29 538 | 103 | 37 | 694 | 192 | 225 |AH | 14 | (MEDI)/a(3.7)
E-18 406 | 64 | 24 | 590 | 160 | 270 | AH | 15 | - (MED I)/o5a
K-23 381 | 7.8 | 26 | 670 | 200 | 300 | AH | 08 | --(MEDI)/a"Ala
E-22 328 | 74 | 31 | 960 | 220 | 230 |AH | 13 | --(20.5)/aacP®
K-11 487 | 86 | 30 | 620 | 180 | 290 | AH | 04 | --(MED II)/aa
E-29 442 | 7.8 | 33 | 780 | 180 | 240 |AH | 08 aPAlg/ aPAlY




Alfa ve beta talaseminin birlikte oldugu
Aile bireylerinin hematolojik degerleri

Family RBC Hb Hct MCV MCH Hb HbA, Genotype
1012 /L g/dL % fL. Pg Elect %
Anne 4.5 10.1 31.7 67.2 21.3 AA 4.8 IVS1-110
Z.K.26 N
Baba 6.2 12.3 40.4 64.3 19.6 AA 1.7 - -/loo
M.K.28 20.5 kb
Boy 4.5 9.4 29.0 63.4 20.6 AA 4.2 IVS1-110/
K.K.6 20.5 kb
Kiz 5.35 9.5 29.5 55.0 17.8 AA 4.3 IVS1-110
D.K.2 N

Anne B-Thal (IVS1-110) ve Baba a-Thal-1 (20.5kb del)




Katildiginiz icin tesekkiir ederi



Alfa-1, alfa-2 ve beta geninde yeni Mutasyon

Mutasyon Turu ve yeri Yayinlanan Dergi ve yili
 Hb Adana a1 geni  Am J Hematol 1993
e IVS1-117 a1l geni BrJ Hematol 1993

* Poly A o2 geni  BrJ Hematol 1992



