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Muc tiéu: mo td dic diém chin dodn hoi chirng bach tang khu trii va suy gidm mién dich phoi hop hdi chirng
thuee bao mau tai bénh vign Nhi Dong 1 HCTM tir 05/2013 dén 05/2016.

Phuong phdap: M6 ta ca lim sang.

Keét qua: C6 hai bé¢nh nhin bi OCA-ID phdi hop hdi chieng thuwc bao mdu va nhiém Epstein —Barr virus
(EBV) g6m mot bénh nhan bi hoi chitng Chediak- Higashi (CHS) va mgt bi Griscelli syndrome type 2 (GS2). Ca
hai bénh nhin c6 di tiéu chudn chan dodn hdi chirng thiee bao mdu phdi hop nhiém Epstein-Barr-virus. Cd hai
bénh nhin c6 dic diéin bach tang khu trii & mét va téc dnh bac xudt hién tie sau sanh va cdc hat sic t6'bat thieong
trong tdc qua soi kinh hién vi. Cd hai cd tién sir nhdp vign nhiéu lin vi nhiém trimg tdi phat.Chin dodn CHS dya
vao sy hig¢n dién cdc hat tiéu bao trong bach ciu da nhin 6 phét mdu ngogi bién va phét tiy. Chin dodn GS2 dua
vao xét nghigm di truyén xdc dinh cé hai dot bién trén gen RAB27A la ¢224 C>A (p.T75K) trén exon 4 va
c377delC ( p.P126fsx3) trong trén exon 6. Bénh nhan bi CHS c6 thoi gian theo doi la 160 tudn, bénh nhin cé ddp
1tng khong hoan toan vdi phdc do diéu tri HLH-2004. Bénh nhin GS2 thoi gian theo doi la 15 tuin, bénh nhan cé
dip tng tam thoi voi khing sinh phd rong phdi hop va yéu t6 tang truong bach ciu (granulocyte- colony
stimulating factor: G-CSF).

Két ludgn: Chan dodn ldm sang hgi chitng OCA-ID nén dit ra 6 cic tré nhd cé dau hiéu bach tang khu trii da
va téc kém theo nhiém tring tdi phdt. D6i v6i cdc béc sT nhi khoa & tuyén co s, thi soi toc dudi kinh hién vi va
khdo st phét mdu ngoaqi bién la cic cich don gian va nhanh chéng dé’sang loc hoi chitng OCA-ID. Chin dodn
sém OCA-ID sé gitip kiém sodt nhiém trimg tdi phit va hoi chieng thiee bao & bénh nhin.

Tir khéa: hoi chieng bach tang khu trii mat da va suy gidm mién dich tién phdt, hgi chieng Chediak-Higashi,
hoi chieng Griscelli type 2, hoi chitng thuee bao mau.
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Objectives: Describe  characteristics of patients with OCA-ID  associated  hemophagocytic
lymphohistiocytosis who were admitted at the Children ‘s Hospital N1 HCMC from May,2013 to May,2016.

Method: case report.

Results: There were two patients with OCA-ID associated HLH and EBV infection including one case with
Chediak-Higashi syndrome (CHS) and another with Griscelli syndrome type2 (GS2). Both had fulfilled creteria of
HLH associated EBV. Both had partial hypopigmentation on their faces and silvery hair since birth. Both had
history with several time of hospitalization because of recurrent infections. Diagnosis of CHS was based on giant
azurophilic granules inside neutrophilis of blood smear, and bone marrow aspiration, and reqular melanosomes
under light microscopes. Diagnosis of GS2 was based on the genetic test of which identified two mutations in the
RAB27A gene in the location c 224 C>A (p.175K) on exon 4 and c377delC ( p.P126fsx3). Duration of follow-up
of patient with CHS was 160 weeks, patient has partial response to HLH-2004 treatment protocol. Duration of
follow-up of patient with GS2 was 15weeks, this patient has temporary response to combination of broad-
spectrum antibiotics and G-CSF.

Conclusion: Clinical diagnosis of OCA-ID should be made on infants with partial hypopigmentation of skin
and hair associated with recurrent infections.For pediatricians in remote areas, light microscopic examination of
hair and peripheral blood smear are simple and rapid ways for screening OCA-ID. Early diagnosis of OCA-ID
will control recurrent infections and the hemophagocytic lymphohistiocytosis for patients.

Keywords: Partial Oculocutaneous Albinism and Immunodeficiency (OCA-ID) Chediak-Higashi syndrome
(CHS), Griscelli syndrome (GS), Hemophagocytic lymphohistiocytosis.
PAT VAN BE giai doan nguy cap ctia hdi chiing suy giam mién
dich tién phat (SGMDTP) tiém an da bi bo sot
. o : : trong nhiing lan nhap vién trude. Bénh vién Nhi
giam mién dich tl.en pha.t (Partial o.c1.110cutanoues Péng 1 TPHCM, 1a bénh vién nhi trung tam chiu
albm{smA énd ,prlmairy 1@muocief1c1??qi OCI?&' trach nhiém nhin céc bénh nhan ning duoc
ID) la hoi chimg bénh di truyén ki€u lan trén oy vien tir céc bénh vien dia phuong cta
nhiém sac thé thuong co gen ma hoa cac protein mién nam Viét Nam, tir thap nién 2010, HCTBM
co chitc nang van chuyén va phong thich cac hat
tiéu bao. Su thiéu hut cac protein nay dua dén

Hoi chiing bach tang khu trti mat, da va suy

v0i sot cao kéo dai, cd ton thuong nhiéu co quan
“ loan I o i ekt b o6 chta chc b da dugc bao cao123456, dong thoi Hoi ching
roi loan hoat dong ctia cac té bao cd chira cac hat SGMDTP ciing da duoc ghi nhan®), gan day tir

tiéu bao nhu t€ bao sac to, té bao gay doc T, té ndm 2013 chiing ti da phét hién duoc hai ca bi

bao diét tu nhién, bach cdu da nhan trung tinh OCA_ID, chin dodn xdc dinh 13 hdi ching
va tidu cau. Bic diém lam sang cla OCA-ID 18 oy, giak Higashi (CHS) va hoi chiing Griscelli
gidm sac t0 da, tdc, va mat, nhiém trung tai phat, type 2 (GS2). CHS va GS2 1a hai hoi ching di
va “giai doan tién trién nhanh” (accelerated truyén rat hiém gip trén the giGied21, khi xuét
phase) la mot tinh huéng nguy kich cia hoi  pia, i chimg thyc bao méu thi bénh nhan 6
chiing thuc bao mau ( HCTBM) thuong xay ra ¢ dién tién nguy kich va tit vong cao®®, Chiing
tré em. OCA-ID bao gom nhiu hoi chimg nhu ;115 4 hai ca 1am sang vira ¢6 biéu hién bach
hoi ching Chediak-Higashi(GHS), hdi ching tang va suy giam mién dich (OCA_ID) phéi hop
Grisceli  (GS),  hoi  chimg  Hermanski- (4 15i ching thye bao méu nhdm hd tro kinh
Pudlak(HPS), hoi chimg giam protein ¢ lién nghiém chan doan cho cac bac si nhi khoa tai cac
quan toi MAPBP (MAPBP- interacting protein tuyén co sd trong hoan canh con thiéu thon
deficiency syndrome: MAPBPIP-deficiency). phuong tién k§ thudt

Nhu vdy, tré em nhap vién trong tinh hudng ' '

nguy kich ¢6 biéu hién HCTBM c6 thé la mot
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Muc tiéu nghién cttu

MO ta dédc diém co dia, 1am sang, xét nghiém
chan doan va dién tién diéu tri ctia bénh nhan bi
bach tang khu tri va suy giam mién dich tién
phat ph6i hop hoi chiing thuc bao mau.

POITUONG -PHUONG PHAPNGHIEN CUU
Phwong phap

Béo cdo ca lam sang. Tiéu chuan chan doan
thire bao mau: bénh nhan c6 du 5/6 tiéu chuan:
sOt >38,5 do C ; lach to; giam 2 trong 3 dong t€
bao: Hb <9g/dL,bach cau da nhan trung tinh
giam (<L.OX10°L), tidu cau <100x10%L; ting
triglyceride mau khi déi >3,0 mmol/L va hodc
giam fibrinogen mau <1,5g/L; c6 hién twong thiec
bao trong tiy, khong thay dau hiéu tiy tang sinh
KET QUA
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hay u ac xam 1an tay; Ferritin>500 mcg/L. Tiéu
chuan chan doan bach tang ting phan kem suy
giam mién dich tién phat (OCA-ID): giam séc t&
da, toc tir khi sanh kém theo tién st nhiém trung
qué nhiéu Tan; hién dién hat séc tS bat thuong
cua téc dudi kinh hién vi, khao sat di truyén.
Chan doan hdi ching Chediak Higashi: bach
tang da toc, hat tiéu bao trong bach cau hat, &
mau ngoai bién va trong tiy xuong, soi toc dudi
kinh hién vi dién tir c6 chita hat sic t§ ¢6 hinh
dang dong déu. Chan doan hoi ching Griscelli
type2: bach tang da, téc, khong hat doc trong
bach cau, téc chiza hat sic t& phan bd khong déu
va khao sat di truyén giai trinh ty DNA cta gen
RAB27A.

Dic diém co dia bénh nhan bi bach tang khu trii- hdi ching suy gidm mién dich va hoi

ching thyc bao mau (OCA-ID/HLH)

Bdng 1: Dic diém co dia bénh nhin bi hgi chirng bach tang-suy gidm mién dich tién phat phoi hop hdi chirng

thiec bao mdu

DPac diém co dia Bénh nhan bi Chediak-Higashi Bénh nhan bi Griscelli type2
Gioi Nam NG
Tudi chén doan OCA-
ID/HLH 5 tudi 5 tudi
Can khi sanh 3,1 kg, sanh thudng 3,5kg, sanh mé vi con hiém
Dinh dwong Binh thuong Sira me 15 thang. An dam tir 8 thang
Phaét trién thé chét Binh thwéng Suy dinh dwéng sau 2 tudi
Phat trién tam than | Kém tiép thu va tiép xdc, phan tng xa hoi kém Binh thudng, di hoc dwoc
Chung ngtra Bu theo lich Bu theo lich
. Khée Khée
Gia dinh Hén nhan ddng huyét théng Me bi budng triing da nang
-Khi 8 thang bj s6t nhap vién va truyén mau . :Nhlen:. t”,”‘?,°' SO smh‘
, , PO P -Luc 3 thang tudi bi héi chirng trao nguwoc
- Lac 29 thang tudi bi viém phoi nhap vién ) , . , . . A h
BVND1 -Luc 12 thang bi rungdt.o% (Ij(hgng tang can, dieu tri suy
A o ) i Bl Lex £ s . inh dwdng
Tienstrbénh  |-Ldc 48 thang tudi b nhiém tring huyét, viém tai| . e e : A
gitra %ai bén, giam bachgcéuyhat. -Luc 41 thang diéu tri suykdlnh duwdng tai bénh vién Nhi
“Thuong xuyén bi sét phai didu tri tai phong Bong 2. )
kham dia phuong t -Luc 55 thang tqéi bi viém amydales md, sot kéo dai
’ nhap BVND1, chan doan nhiém EBV/ theo déi HCTBM

Nhén xét: ca hai bénh nhan déu c6 tién s
bénh nhiém trting nhiéu lan. Khai thac tién st gia

Chuyén Dé Nhi Khoa

dinh, bénh nhan bi GCS c6 hon nhan dong huyét
thong gitta me va cha (me goi cha la chi1 ho).
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DPic di€ém 1am sang chidn doan OCA-ID/HLH
Bdng 2: Dic diém ldm sang bénh nhin bi hji chirng bach tang-suy gidm mién dich tién phat phoi hop hdi chirng

thiec bao mdu

Pac diém lam sang Bénh nhan Chediak-Higashi Bénh nhan Griscelli type2
Thoi gian sét trwéc chdn doan OCA-ID Sét cao lién tuc 41 ngay Sét lien tuc 15 ngay
Thiéu mau Nhe Nhe
Gan lach to Gan 5 cm, lach do IV Gan 3cm, lach lll
i Da Dbém bac & mat, tay Mét c6 dém bac mau, Tang séc tb hai méi
thli)g;g Téc _ Bac déu' khap dau Téc éng’ bach kim, 16ng m:‘?y bac_
mau Mt Mau sac méng mAé\t, vé. vf)ng mac binh [Thi lwc, mau §éc véng mac vAé [néng mat binh|
sc thuwdng. Khdng di tat & mat thuwdng. Khdng di tat & mat
Dinh dwéng BMI: 12,4 BMI: 14,7

Nhén xét : Hai bénh nhan déu co sot kéo
dai truedc khi ra chan doan OCA-ID/HLH,
bénh nhan CHS s6t 41 ngay, bénh nhan GS2
sOt 15 ngay. Dau hiéu bach tang 16m ddm ¢ da

Dic diém xét nghiém bénh nhan bi OCA-IDF/HLH
Bdng 3: Diic diém xét nghi¢m bénh nhin bi hi chieng bach tang —suy gidm mién dich tién phat phoi hop héi

chieng thiec bao mdu.

mat, toc va long mi. Vé dinh dudng bénh nhan
CHS bi suy dinh dudng vao thoi diém chan
doan bénh, bénh nhan GS2 chi c6 tién s suy
dinh dudng diéu tri tai bénh vién Nhi Dong 2.

DPac diém xét nghiém thoi diém chén doan Bénh nhan Chediak-Higashi Bénh nhan Griscelli type2
Bach ciu x10°/L 3,61 4,59
Bach ciu da nhan x10°/L (%) 0,18 (5%) 1,13 (25%)
Lymphocytesx 10%L (%) 2,93 (80,9%) 3,0 (66,9%)
Hb (g/dL) 5,6 9,5
Tiéu ciu x10°/L 23 99.0
Fibrinogen ( normal: 2-4 g/L) 2,6 3,37
Phét méu ngoai bién Nhiéu hat trong batlz_liw Ccira da nhan trung tinh, Binh thuong
Tay db / sinh thiét tdy, sinh thiéthach | 1€ bao ma“hg:/‘t’rfng"%'g‘ong dien hinh, | - Thuc Eﬁgnrgf;f;:] 1e 16 bao
Sinh thiét hach Hach téng sinh Hach cb P: hach viém man
Triglyceride(normal0.4-1.7mmol/L) 7,9 4,18
Ferritin ( normal:<6 mcg/L) 1583 569
ALT (<50 UL) 1184 27
AST( 15-60 U/L) 249,8 62
Bilirubin direct (<3.42umol/L) 12,9 24
Bilirubin total (< 17 umol /L) 26,5 8,6
LDH (<248 U/L) 541 364
CRP (<1mg/L) 54 7,3
EBV-DNA realtime (n<500copies/mL) 14015 ;4 log 10 Khéng lam
Cay dich phdm (mau, dich ndo tay, nwéc tiéu) Am Am
EBV serodiagnosis Am IgM (+), 1I9G (+)
CMV serodiagnosis Am IgM+, IgG +
HIV sero diagnosis Am Am
HBV sero diagnosis Am Am
Dich da day nhuém ZN tim lao Am Am
Protein mau (6-8g/dL) 5,2 6,75
Albumine mau (4.3-5.1 g/dL) 2,8 3,8
Binh Iwgng globulin mau
IgG ( n;650-1400mg/dL) 1073,8 1313
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Pic diém xét nghiém thoi diém chan doan Bénh nhan Chediak-Higashi Bénh nhan Griscelli type2
IgM (n: 70-120mg/dL) 56,8 141
IgA (n: 70-150mg/dL) 148 151
IgE (n< 130 UI/L) 263
Khao sat quan thé lymphocytes
Lympho CD3 (55-70%) 2238 (79,6%)
Lympho CD4 (30-50%) 1162 (41,4)
Lympho CD8 (14-38%) 807 (28,7%)
Lympho B (6-25%) 164 (5,8%_)
Natural Killers (5-25%) 392 (13,9%)
Perforin TCD8 ( 10+ 5%) 10% 19%
NK (CD3+CD56) ) (86+ 5%) 80% 87%
T-NK (CD56—Tcells) (23+10) 23% 30%
C3 (90-180 mg/dL) 102
C4 (10-40 mg/dL) 36
ANA (< 25 U/mL) Am Am
Anti DNA ( <25 U/mL) Am Am
Pién di Hb HbA1:88.5%HbA2:3.6 %,HbF 7.9% Khong lam
MRI ndo Khoéng lam Binh thuong

Nhan xét: Ca hai bénh nhan c6 dua tiéu
chuan chan doan thuc bao mau, vdi tiéu chuan
bat budc 1a hién tuong thuc bao trong tay
xwong. Soi toc bang kinh hién vi ca hai déu c6
hat sic t8 téc xuat hién bat thwong. Bénh nhan
CHS c6 nhiém EBV véi ndong do cao la 14015
copies/ml twong dwong 4logl0, va c6 hat tiéu

DPic diém chin doan di truyén

bao hién dién trong t€ bao chét ctia bach cau
da nhan trung tinh & mau ngoai bién va tay
xuwong. Bénh nhan GS2 ¢6 IgM va IgG ctia EBV
duong tinh va khong cd hat tiéu bao bat
thuong trong bach cau da nhan 6 mau ngoai
bién va tuy xuong.

Bang4: Két qua chin dodn di truyén bénh nhin bi Griscelli type 2

Két qua Bénh nhan GS2 Cha Me Em trai
ae s Dot bién ¢.224 C>A(p.T75K)trén PN Dot bién c.377 Dot bién ¢.377
trinh tw DNA
Gidi trin R‘; oy exon 4 va ¢.377 delC (D%bs'f{; 0224 O | deiC(p.P126fsX3) trén | delC(p.P12615X3)
cuagen (p.P126fsX3) trén exon 6 P exon 6 trén exon 6

Nhén xét: Bénh nhan GS2 bi dot bién thé
dong hop t véi hai vi tri 224 C>A (p.T75K)
trén exon 4 va c377delC ( p.P126fsx3) trong khi
me bi mot dot bién ¢.377 delC (p.P126£sX3)
trén exon 6 va cha bi dét bién c.224 C>A
(p.T75K) trén exon 4. Bénh nhan bi Chediak-
Higashi hién tai chua lam khao sat gen vi gen
trach nhiém CHS la gen ma hoa protein diéu
hoa van chuyén lysosome (lysosomeal
trafficking regulator) CHS1/LYST la gen lon,
phong xét nghiém di truyén cua treong Dai
Hoc Y Duwgoc TPHCM chuwa c6 diéu kién
khao sat.

Chuyén Dé Nhi Khoa

Bdng 5: Dic diém diéu tri va dién tién
Pac diém diéu tri
theo doi

BN Chediak Higashi|BN Griscelli type2

Thoi gian diéu tri 160 tuan 15 tuan
£ .. |Taiphatkhi giam liéu| Sét tai phat nhiéu
Két qua dieu tri HLH-2004 13n
Dexamethasone,

Thudc diéu tri Antibiotics, G-CSF

etoposide, CSA

Nhin xét: Hai bénh nhan déu c¢6 thoi gian
diéu tri va theo doi kéo dai. Bénh nhan CHS
dugc diéu tri khang sinh phdi hop cung véi phac
d6 HLH-2004. Bénh nhan bj téi phat khi giam
liéu dexamethasone va ngung etoposide, tong
thoi gian theo doi 1a 160 tuan ké tir 12/06/2013
dén 25/06/2016. Bénh nhan bi GS2 ¢ thuc bao
mau nhung mutc d§ ferritin, triglycedide, LDH
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va ALT, AST khong cao cho nén bénh nhan nay
dugc diéu tri khang sinh va phdi hop G-CSF
khong dung phac d6 HLH-2004, v6i tong thoi
gian theo doi la 15 tuan ké tir 23/02/2016 dén
25/06/2016.

BAN LUAN

Hdi chiing bach tang khu trti mat, da va suy
gidm mién dich tién phéat ( OCA- ID) gém nhiéu
hoi chiing nhu Griscelli type II (GS2) do dot bién
gen RAB27A, hoi chitng Chediak-Higashi (CHS)
dot bién gen LYST ,va hoi ching Hermansky-
Pudlak (HPS) dot bién gen AP3BI. Cac gen gay
hoéi chiing OCA-ID chiu trach nhiém ma hoa cac
protein c6 cac vai tro ¢ cac t€ bao chira hat tiéu
bao nhu sic t6, t& bao mién dich. cho nén triéu
ching ctia bénh OCA-ID thuong xudt hién cac
bét thuwong rat som vé mau da va toc cung voi
bénh canh nhiém tring tai phat nhiéu lan. Néu
bénh OCA-ID khong phat hién sém va can thiép
kip thoi thi sy gidm chitc nang diét bao cia NK
va CTLs lam maét vai tro diéu hoa nguoc dén cac
t€ bao T ho tro va cac dai thuc bao khién cho t&
bao T hd tro va dai thuc bao cung tang hoat
dong gay ra con bao cytokines nhu ting tiét
TNEF-q, sIL2, IFN-y, IL-6, IL-10 va IL-12..lam ton
thuong nhiéu co quan va dugc nhan dinh la thoi
ky nguy cdp ciia OCA-ID dong thoi cling 1a tinh
hudng dién hinh cta héi ching thuc bao mau
bung phat®. Trong khi d6 phan loai HCTBM
di truyén dugc xac dinh dua vao vi tri cac gen bi
dot bién 6 lién quan téi qua trinh hoat dong cua
CTLs va NK va chia hai nhém dai dién nhw
HCTBM di truyén thé gia dinh (familial
hemophagocytic lymphohistiocytosis: FHL) c6 5
thé bénh la FHL1,FHL2, FHL3, FHL4 va FHL5,
nhém HCTBM di truyén con lai chinh la cac hoi
chiing bach tang va SGMD tién phat (OCA-ID)
bao gom hdi chiing Griscelli type II do dot bién
gen RAB27A, hdi ching Chediak-Higashi dot
bién gen LYST, va hoi chiing Hermansky-Pudlak
do dot bién gen AP3BI62. Dac diém chung cua
OCA-ID la bét thuong sic t8 da, biéu hién nay
xudt hién ngay sau sanh v6i dau hiéu da c6
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nhitng dom bac, kem theo téc bac mau va tinh
trang nhiém tring tai phat nhiéu lan. Tuy nhién
mdi hoi ching trong hoi chimg OCA-ID o6
nhitng dac thu riéng. HOi ching Chediak
Higashi(CHS) dwgc xac dinh do d¢t bién gen
LYST (LYST,OMIM# 606897) trén nhiém sic thé
1q42-44. Gen LYST (lysosomal trafficking
regulator) md hda cdc protein diéu hoa van
chuyén hat tiéu bao. Hat tiéu bao hién dién trong
bach cau va nguyén bao soi (fibroblast), hat dam
trong tiéu cau, hat azurophilic trong bach cau da
nhan va hat sic t§ trong t& bao sac t8. Khi gen
LYST bi &6t bién dua dén céc té bao chira cac hat
tiéu bao bi mat chitc nang hoat dong va cac hat
xudt hién bat thuong trong cac t€ bao nay(42216),
Su mat chitc nang ctia t& bao sac t& 1am cho bénh
nhan c6 bi giam sac t6 6 da, téc va mat. Da cd cac
d8m ting sac t& bén canh viing giam séc t& xuat
hién tir sau sanh, toc c6 mau bac hay anh kim
loai. M6t s8 bénh nhan c6 méng mat nhat mau,
vong mac thi trong sudt, bénh nhéan bi ching so
anh sang, giam thi lwc, rung giat nhan cau va lac
mat. S bt thuong hat tiéu bao trong bach cau
da nhan trung tinh lam giam kha nang héa tng
dong, giam chic nang diét vi khudn xam nhap
co thé lam bénh nhan thuong bi nhiém tring tu
mu ndng tai phat. Ngoai ra su hién dién cac hat
tiéu bao trong bach cdu da nhan trung tinh &
mau ngoai bién hay trong tay xuong la tiéu
chuan chan doan CHS . Sy bat thuong cta céac
hat tiéu bao trong NK lam dé bi nhiém siéu vi
trung va dua dén HCTBM rét cao (50-80%), nhat
14 khi bénh nhan CH bi nhiém Epstein-Barr virus
(EBV)®. Bénh nhan CHS cua chung toi duoc
chan doan HCTBM phdi hop nhiém EBV ltc 5
tudi. Day 1a tudi dugc da s6 bao cdo phat hién
bénh CH kem HCTBM trén thé gidi, nhw bao cao
& Nhat,An d6022), Brazil®). Bénh nhan bj CHS
co sot cao kéo dai 41 ngay, nhiét d¢ trén 39 do,
kem theo gan lach rat to, ddu hiéu giam ba dong,
tang ferritin, tang triglyceride, kem thuc bao
mau tai tuy xuong va EBV DNA rét cao trong
huyét tuong (14015 ;4 log 10). Tiéu chuan chan
doan HCTBM phdi hop EBV la phit hop véi qui
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dinh hoi thuc bao mau qudc t& 1930810, Cac bao
cao bénh nhan bi CHS c6 bién ching HCTBM
rat cao trén thé gidi, tai Nhat la 33% (5/15) , 80%
(4/5) 6 An d6. Dic diém chan doan suy giam
mién dich tién phat 1a tién st bi st va viém phdi
rat nhiéu lan. Tiéu chudn bach tang khu tra la
dua vao cac d6m giam séc t6 rai rac & mat, canh
tay, cing voi mau toc bac, khi quan sat toc dwdi
kinh hién vi thi c6 hién dién cac hat sic t6 phan
b8 dong déu trén truc toc. Két qua kham mat ctia
bénh nhan CHS khong phat hién bat thuong nén
khong nghi dén bénh Hermansky pudlak type2,
1a thé OCA-ID c6 kem theo bat thuong co van
nhan (lac mét), giam sic to mong mét, dong t,
va thi Iyc bi xdo tron®. Theo y van CHS ngoai
cac bat thuong vé sac t6 va nhiém trung, thi rat
dé bi xuat huyét va c6 bat thuong vé than kinh.
Bénh nhan cta ching t6i thi khong xudt hién
ddu hiéu chay mau va chua cd bat thuong vé
than kinh, thi lwc va thi giac c6 thé can thoi gian
theo doi lau hon. Hoi chitng CH kem theo
HCTBM thi chi ¢6 diéu tri ghép tiy méi dem lai
két qua kha quan®, néu khoéng bénh nhan
thuong bi t& vong do cac bién chiing nhiém
trung, xudt huyét®. Bénh nhan bi CHS cua
ching t6i chi duoc diéu tri dya vao thudc tic ché
mién dich theo phac d6 HLH-2004, do d6 bénh
nhan c6 dap ting khong hoan toan.

Hoi chiing Griscelli (GS) la mét bénh di
truyén trén nhiém sac thé thuong theo kiéu lan
cung thudc nhém OCA-ID, GSco3 type, type 1
(GS1) do dot Dbién gen MYO5A
(GS1,MIM#214450) la gen ma hoa protein van
chuyén myosin-Va, hién dién nhiéu ¢ nao, bénh
GS1 thuong c6 biéu hién bat thuong than kinh.
GS type 2 do doét bién gen RAB27A
(GS2,MIM#607624) 1a gen ma héa protein gan
voi  guanosine triphosphate (GTPase) thudc
nhom Ras. Rab27a la protein can thiét cho sy
phong séac t& trong t& bao sac t6, va phong thich
chat tiéu bao tir trong té€ bao CILs va NK, nén
dot bién gen sé gay giam sac t6 da va giam chitc
nang diét bao ctia cia CTL va NK. GS type 3 do
gen MLPH (GS3,MIM#609227) la gen ma hoda
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protein melanophilin, bénh nhan chi bi bach
tang khong bi bién chiing than kinh hay huyét
hoc!!21522 Bénh nhan bi GS2 phdi hop
HCTBM duwoc 5 tudi lic chan doan, theo y van
tudi chan doan tir 4 thang dén 7 tudi, day la giai
doan bdc phat ngng ctia bénh sau thoi ky nhiém
tring tai phat®. Bénh nhan GS2 ctia ching i
c6 bat thuong sic t6 da khu trti & mat, 1ong may
va toc xuat hién tir sau sanh. Khao sat toc dudi
kinh hién vi phat hién céc hat sic t& toc c6 kich
thudc khong déu tap trung vung can truc toc,
diéu nay khac biét voi toc bénh nhan CHS c6 céac
hat chita melainin cé kich thudc déu hon va
phén b6 déu cong toc, két qua mo ta nay tuong
tw voi cac tac gia da bao cdo22), Khao sat phét
mau ngoai bién va phét tay khong c6 xuat hién
cac hat tiéu bao trong t€ bao chat ctia bach cau da
nhan trung tinh, day ciing la tiéu chuan phan
biét v6i bénh CHS. Két qua kham mat ctia bénh
nhan GS2 khong phat hién bat thuong nén
khong nghi dén hoi chiing Hermansky pudlak
type2. Bénh nhan chung t6i dwoc xac dinh 1a GS2
vi bénh nhéan cé biéu hién sot va hdi ching thuc
bao khi nhap vién, va bénh nhan khong c6 bidu
hién bat thuong vé than kinh hién nay dang di
hoc 16p mau gido, hoc t6t va MRI ndo binh
thuong vi vay khong nghi t6i hdi ching Griscelli
type 1 (GS1)®. Ngoai ra chan doan xac dinh dwa
vao xét nghiém di truyén qua giai trinh ty DNA
cuia gen RAB27A 2. Bénh nhéan bj 2 dot bién la vi
tri cta gen c.224 C>A (p.T75K) trén exon 4 va
c.377delC (p.P126fsx3) trén exon 6 . Day la thé
dong hop tie di truyén mang ca hai gen dot bién
cuia cha va cua me, gen dot bién cua me 1a ¢.377
delC(p.P126fsX3) trén exon 6, gen dot bién cua
cha la c.224 C>A (p.T75K) trén exon 4. Bénh GS 2
c6 dién tién twong tw nhie bénh nhan CHS la dé
bi nhi®m triing téi phat nhieu [in va da tién trién
thanh hoi ching thic bao mau. Bénh nhan bi
GS2 ctia chung t6i da dugc chan doan va theo
doi dwoc 15 tuan, bénh nhan bi sot tai phat nhiéu
lan, tuy nhién do can thiép diéu tri sém véi
khéng sinh phS manh phdi hop, cho nén dién
tién thuc bao chua bung phat lai. Theo y vén,
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ghép tuy la mot bién phap diéu tri hiéu qua hién
nay danh cho bénh nhan bi CHS va GS2 ghép
tiy sé giup tang tudi tho6).

Két luan: Hai bénh nhan CHS va GS2 thudc

héi ching OCA-ID dugc chan doan khi nhéap
vién véi bénh canh thuwc bao mau nguy kich.
Nhu vay, cac bac si tuyén co sé nén kiém tra
phét mau ngoai bién va soi téc duéi kinh hién vi
ddi véi cac tré nho c6 biéu hién bach tang khu

trit & da va téc, kém theo cac d4u hiéu nhiém
trung hay bat thuong than kinh dé phat hién
som hdi chiing OCA-ID. Chan doan sém OCA-
ID gitp xac dinh bénh kip thoi va tao diéu kién
diéu tri sém, han ché€ cac bién chiing nguy kich
cua bénh.
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