BENH LY TAN HUYET

DO HC)NG QAU HINH
CAU O TRE SO SINH

BS CKIl: VO PHAN THAO TRANG
Khoa So sinh — BV DPai hoc Y dwoc

MUC TIEU

* T6ng quan bénh ly HCHC
* Bénh ly HCHC so sinh

* Sinh ly bénh va lam sang
* Calamsang: 3

K&t luan




Tong quan bénh ly HCHC

* Thi€u mau tan huyét don gen thudng gap

* Phét mdau ngoai bién: héng cau hinh cau

* 75% di truyén trdi trén NST thuong

« Bac Au, Bac My: 1/1000 -1/2000, Trung Quéc: 1,27 — 1,49/100.000
e Chi 1/3 duoc chan dodn trudc 1 tudi

Sinh ly bénh va lam sang

* LS: thay d6i, khdng TC, thiéu mau nhe = ndng, vang da nhe = niang,
lach to

* Co ché: gidm két dinh mang tb HC = gidm S bé mat = tang so luvong
TB HCHC

* HCHC: hiém chan dodn dugc giai doan so sinh

* 2/3 tré so sinh HS1 c6 Hb binh thuwdng luc sinh, nhanh chdng giam
sau 1 tuan

* GD SS: vang da, thi€u mau, lach to ( hiém gap)




Sinh ly bénh va lam sang

* Khiém khuyét Gene: ANK1 ( ankyrin1), SPTB ( spectrin, beta,
erythrocyte), SPTA1, SLC4A - HS
Dot bién gen ANK1 > 50 % HS, gdbm db sai nghid, |3p doan, léch khung
* C4 nhiéu phenotype va genotype = khé chan dodn giai doan SS
* Tién sir gia dinh c6 thé goi y
* So'sinh:
v'Vang da c6 thé 13 biéu hién dau tién
v'Thi€u mau, HCL khdng ting
v'Rat hi€m: lach to, HC hinh ciu ( phét mau) # 5% giai doan so sinh
v'MCHC ting > 360 g/L

Calamsang1

* Bé trai, non 36 tuan 6 ngay, sinh thwdng, CNLS: 2950 gr, khong yéu té
nguy co NTSS s&m. Sau sinh khéc ngay va sinh hiéu 6n

18 gi®y tudi, bu kém, vang da sém = nhap K So sinh
* PARA: 1010
* Tién can:
- Bé dau bj vang da s&m luc 2 ngay tudi, 4-5 ngay thd nhanh va tir vong
tai BV ND2 — theo doi NTH
- Me khéng ghi nhan thi€u méu va bénh ly huyét hoc
- Ba bé c6 nhitrng dot vang da ltc 6 tudi, ty hét, chua rd bénh ly




Ca lam sang

Cac van dé luc nhap khoa:

- Vang da so sinh s&m

- Nhiém trung so sinh

- Theo d&i bénh ly chuyén hod

Céc xét nghiém ban dau

Hb (g/L) 152 120-175
RBC (10 T/L) 4,91 3,8-5,5
MCV (fL) 88,4 78 - 100
MCH (pg) 31 16,7 - 30,7
MCHC (g/L) 351 351

RDW (%) 19,2 12-20
NRBC (%) 3,7 0-2

Total bil ( mg/dL) 13,02

Bil tt (mg/dL) 0,83




Céc xét nghiém ban dau

* Nhdm mau: O+

* Coombs test: -

* Chirc nang gan, than: bt

* Bilan nhiém trung: bt

e Amoniac: 110,22 ( bt: 16-53 mmol/L) = 55
* G6PD: bt

* Dién di Hb: bt

* Xét nghiém 70 bénh ly chuyén hod -

Thay d6i Hb va Bil
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Céc xét nghiém ban dau

o237 22 22
152 115 96

Hb (g/L)

RBC (10 12/1)
MCV (fL)

MCH (pg)

MCHC (g/L)
RDW (%)

NRBC (%)

Total bil ( mg/dL)
Bil tt (mg/dL)

4,91

88,4 82,8 81,7
31 32,2 30,9
351 389 378
19,2 16,3 17,2
3,7 0 0
13,02 21,05 19,68
0,83 4,15 5,72

Xét nghiém Sanger




Xét nghiém Gene ba va me

* Ba: ANK1, dj hop, c3327+1G> 1, d6t bién vung chuyén tiép, chuay
nghia
* Me: khéng ghi nhan dét bién gene ANK1

Diéu tri

* Chiéu dén tich cuc

* Thay mau néu khdng dap &ng diéu tri chiéu deén
* Truyén mau

* Diéu trj ho tro khac: Truyén dich ....

* Theo ddi sau xuat vién: bé thi€u mau can truyén mau dinh ky moi
thang trong 6 thang dau, sau d6 dan cach/ 2 thang




Dién tién thi€éu mau (ldc sinh - 3thang tudi)
96 65 70

Hb (g/L)

RBC (10 T/L) 2,53 2,62
MCV (L) 81,7 70 70,6
MCH (pg) 30,9 25,8 27

MCHC (g/L) 378 365 368
RDW (%) 17,2 19,3
NRBC (%) 0 2,48

Total bil ( mg/dL) 19,68

Bil tt (mg/dL) 5,72

Calam sang 2

* Bé gdi, du thang, sinh thudrng, CNLS: 3300 gr, khéng yéu té nguy co
NTSS sém. Sau sinh khdc ngay va sinh hiéu 6n

21 gid tudi, bu it, oc sira, vang da sém = nhap K So sinh
* PARA: 1001
* Tién can:
- Chj gai vang da so sinh diéu trj chi€u dén 2 ngay
- Me cé nhitng dot vang da, khéng rd bénh ly lién quan huyét hoc
- Me nhém mdau A+, Lupus dang diéu tri




Céc xét nghiém ban dau

Hb (g/L)

RBC (10 T/L)
MCV (fL)

MCH (pg)

MCHC (g/L)
RDW (%)

NRBC (%)

Total bil ( mg/dL)
Bil tt (mg/dL)

194
6.08
91
32
351
19,3
3,23
12
0,8

147
4,58
86
32
373

Bang tham chiéu

120-175
3,8-55
78 - 100
16,7 -30,7
351
12-20
0-2

Céc xét nghiém ban dau

* Coombs test: -
* Chirc nang gan, than: bt
* Bilan nhiém trung: bt

* G6PD: bt

* Dién di Hb: bt




Céc xét nghiém ban dau

Thay dé&i Hb va Bil
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e Ngaly e Bill tp (M%) Hb(g/L)

Xéet nghiém Gene

DIEN GIAI KET-QUA:

IBLLSLIS . ALY ab o L L. 8. . Lt ! .4 an s sa ca e

Dang
oon | i |Po0aD They 8 i
1. Anemia, neonatal
NM_001024856.4; |
9 (16 it gchm: ¢.340365T LW bién ngumg fh:;}d e ﬁmw
64786562 |(NP_001020029.1: |dich ma 2 Ellptocytosis-3 trén Clinvar
1p.Glu113ST er) 3 spgemytosis, type 2
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Calamsang 3

* Bé trai, d0 thang, sinh m& 30/03/2023 vi KCH, CNLS: 3350 gr, khéng
yéu t6 nguy co NTSS s&m. SHH thoang qua, da xanh

12 gi® tubi, da tai rd, khdng dau xuat huyét
* PARA: 1011
* Tién can:
- Con dau: Phu thai 25 tuan CRNN

- Con 2: thi€u mau bao thai, chdm dut thai ky ldc 33 tuan vi thiéu mau
nang, duoc truyén mau 1 [an sau sinh = 6n

- Me khéng ghi nhan thi€u mau va bénh ly huyét hoc, nhdm mau O+,

Céc xét nghiém ban dau

119

Hb (g/L) 62 120-175
RBC (10 T/L) 1,54 3,67 3,8-5,5
MCV (fL) 109 92 78 - 100
MCH (pg) 40 332 16,7 -30,7
MCHC (g/L) 371 348 351
RDW (%) 17,4 12-20
NRBC (%) 1,11 0-2
Total bil ( mg/dL) 12
Bil tt (mg/dL) 0,8
Bil gt
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Céc xét nghiém ban dau

* Coombs test: -

* Chirc nang gan, than: bt

* Bilan nhiém trung: bt

* G6PD: bt

* Pién di Hb: bt

* Mau O+

* B12: 173 pmol /L (138 — 652 pmol/L)
* A Folic: >20 ng/mL ( 4,6 — 34,8 ng/mL)

Cac xét nghiém ban dau

1 62
2 106 6,22
4 119
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Xét nghiém Gene

DIEN GIAIKET QUA:

% | e | hp | VIM | Moottt | Hiqu Kiéu hinh bién
Protein
NM_000037.4: | d
ankr (T (AD) o lohvd: 62822654 IDgt biénsai [Spherocytosis, type 1 E;‘;“ mu:cen
Lén (AR) 41696501 {(NP_000028.3;  |ngh'a (AD, AR) Clinvar
p.Arg941Gin)

Gigi

Tudi thai

Thoi diém khéi phat
Tai, xanh

Vang da

Hb

MCV

MCH

MCHC

Phé&t mau ngoai bién

Gene

LS, CLS, phan tich di truyén 3 tré

Nam Gai Nam

36 tuan 6 ngay

18 g tudi

++
152

88,4

31

351 - 389

HC binh thudng, S8 lwgng
HCHC < 5%

Dot bién di hop gen ANK1,
C.3327+1G> A,

39 tuan 6 ngay

21 gi® tudi

194

91

32
351-373

Tang BC, HC binh thuong

POt bién trdi clia gen SPTB,

¢3403G>T,p.Glul135Ter

38 tuan 6 ngay
Ngay sau sinh

++

62
109
40

371

Giam s6 lwgng HC

POt bién di hop cda gen
SPTB, c2822 G>T, p.arg
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KET LUAN

* HCHC so sinh bénh canh tlr nhe = ndng
* B4o cdo so sinh: chl yéu bao cdo ca 1am sang

* LAm sang So sinh: vang da khéng do mién dich, thiéu mau nhe =
nang

* MCHC tdng > 360 g/L |a dau hiéu goiy

* Phét mdau ngoai bién co gia tri chdn doan, hiém > 5% giai doan so sinh

* Tién cdn gia dinh = goiy

* Xét nghiém gene chan doan sém = dinh huwédng diéu tri, dién tién
khoéng thuan lgi va theo doi lau dai
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