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TOM TAT:

Hoi ching Hutchinson—Gilford (Hutchinson—Gilford Progeria Syndrome, HGPS) 1a mot
roi loan di truyén rat hiém gap, thuong do dot bién gen LMNA theo co ché troi trén nhiém sic thé
thuong, dan dén san xut protein progerin bat thuong. Sy tich lity progerin gay réi loan ciu triic
mang nhén té bao va thiic day qué trinh 130 hoa sém, tir 46 anh hudng da co quan, bao gom da, hé
co — xuong va h¢ tim mach. Bénh c6 tién lugng nang, véi tudi tho trung binh chi khoang 8-20
nam; nguyén nhan tir vong chi yéu lién quan dén xo vita dong mach tién trién som va cac bién cd
tim mach — mach méu 16n. Biéu hién da thuong khoi phat trong hai nam déu doi, dong vai tro quan
trong trong goi ¥ chan doan sém. Céac dau hiéu dién hinh bao gdm teo da, giam mé m& dudi da,
x0 cung da va cac thay doi dang 130 hoa sdm. Mac du tién lugng con de dat, cac li¢u phap diéu tri
dich — dac biét la thube trc ché farnesyltransferase nhu lonafarnib — da dugc chimg minh c6 kha
nang cai thién chét lugng sdng va kéo dai thoi gian sdng thém trung binh 4-5 nam so v6i nhém
bénh nhan khong diéu tri. Trong béo co ndy, chung t6i mé ta mot trudng hop tré 3 thang tudi duoc
chan doan HGPS, véi biéu hién xo cung da khoi phat som ngay tir thang dau sau sinh, va duoc
xac nhan bang phan tich di truyén hoc, gép phan nhan manh vai tro ciia biéu hién da trong phat
hién sém bénh 1y nay.

T khoa: héi chitng Hutchinson—Gilford; xo citng da; da liéu nhi; bénh da di truyén.

1. GIOI THIEU
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Hoi chiing Hutchinson—Gilford (Hutchinson—Gilford Progeria Syndrome, HGPS) 1a mdt

roi loan di truyén cuc ky hiém gap, dac trung boi tinh trang “lao hda sém” xdy ra & nhiéu co quan.
Trong s d6, hé tim mach chju anh huéng ning né nhét va dugc xem 1a nguyén nhan tir vong chu
yéu, hau nhu duy nhét, & cac bénh nhan mic HGPS. Mic du xuét phat tir dt bién gen xay ra trong
giai doan bao thai, bénh thudng khong duge nhan biét ngay sau sinh ma c6 xu hudng khéi phat
mudn, thudng & do tudi tir 6 dén 18 thang. Tién lugng bénh rat dé dit, véi tudi tho trung binh
khoang 14,5 nim (doi: 10.1161/CIRCULATIONAHA.113.008285). Chan doan xac dinh HGPS
dua trén xét nghiém di truyén phan tu nham phat hién dot bién dic hiéu trén gen LMNA, von dan
dén su tich lily protein progerin gy ton thuong cdu trac nhan té bao. Viéc phat hién sém bénh
dong vai tro quan trong, cho phép cac bac si lam sang thiét 1ap ké hoach theo ddi tim mach dinh
ky nham phat hién va can thi€p som cac bién ching mach mau — tim mach tién trién. Ngoai ra,
chan doan sém con gitp dinh hudng cac bién phap hd tro nham cai thién chat luong séng va tu
van vé cac liéu phap diéu tri méi, trong d6 ¢o cac thude diéu tri dich da cho thay kha nang kéo dai
thoi gian séng. Trong bai béo cdo ndy, chiing toi trinh bay mot trudng hop 1am sang HGPS vdi ton
thuong da khoi phat sém ngay tir thang dau doi, duoc ghi nhan va danh gia tai Bénh vién Da liéu

Trung vong.
2. CASE LAM SANG

Bénh nhi nam, 3 thang tudi, dugc duwa dén kham tai Bénh vién Da liéu Trung wong véi tinh
trang day ctmg da lan téa & tay, chan va than minh. Ton thuong khoi phat tir khi tré dugc 1 thang
tudi voi biéu hién xo cimg da ving cang chan hai bén, sau d6 tién trién nhanh, lan 1én ving bung,
lung, hai tay va g??ln nhu toan bd co thé. Muc do xo cung da tréd nén ro rét hon khi tré 3 thang tudi.
Di kém theo d6, tré xuat hién tinh trang réi loan sic t6 dang loang 16 & ving chan va bung; céc
mach mau nong dudi da ving nguc ndi rd; nim via nhé va dé quan sat. Khong ghi nhan biéu hién
rung toc, 16ng may hay 16ng mi. Tién st san khoa cho théy tré 1a con thi hai trong gia dinh, sinh
mod & tuan thai thir 37, can nang lac sinh 2,3 kg. Trong hai thang dau doi, tré ting can tdt, trung
binh khoang 1 kg mdi thang. Tuy nhién, sang thang thir ba, tdc do ting can cham lai, chi ting thém
0,3 kg. Tai thoi diém tham kham, tré ning 4,6 kg, bl me hoan toan, kha ning bu tét; khong ghi
nhan bit thuong vé phat trién van dong hay than kinh. Gia dinh khong ghi nhan ai mic bénh ly
tuong tu. Anh trai 6 tudi ciia bénh nhi khée manh, phat trién binh thuong. Khong ¢ tién sir hon
nhan cin huyét trong gia dinh.
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Hinh 1. Anh 1am sang ciia bénh nhan

(Nguon: Khoa Gidi phdu bénh - Bénh vién Da liéu Trung wong

Bénh nhi duoc tién hanh cac xét nghiém can 14m sang toan dién. Cac xét nghiém co ban
bao gom huyét hoc va sinh hda méu déu trong giéi han binh thuong, khong goi y tinh trang viém
hé thdng hay rdi loan chtic ning co quan. Vé chan doan hinh anh, siéu am thop va siéu am khop
hang cho két qua binh thuong. X-quang khdp gbi, khép hang hai bén, xwong ban — ngén tay va
ban — ngén chan khong ghi nhan bit thudng vé cau triic xuong hay cac d4u hiéu loan san. Cong
huong tir (MRI) xuong dui cho thay hinh anh day mé té chirc dudi da ving dui hai bén, pht hop
v6i tinh trang xo cimg mé mém; cac ciu tric xuong khong phat hién bat thuong. Cac xét nghiém
mién dich bao gdm ANA (HEp-2) va khang thé Scl-70 déu am tinh, loai trir cac bénh 1y mé lién

két tu mién thuong gip co biéu hién xo cing da.

Két qua mé bénh hoc cho thay thuong bi ¢6 d6 day twong dbi binh thudng nhung ting sic
t6 nhe. Trung bi ghi nhan cau trac collagen kha déu, khong thdy hién twong bo soi bat thudng. Tai
ha bi, quan sat thiy ting sinh collagen quanh cac vach cta thiy m& kém tham nhiém té bao viém,
chu yéu 1a lympho bao va bach ciu ai toan. Hinh anh mé bénh hoc nay goi ¥ tinh trang xo hda mé

dudi da.

121



DA LIEU HOC VIET NAM

Tap chi Da liéu hoc Viét Nam sé 51 — Bdo cdo ca bénh

Hinh 2. M6 bénh hoc ton thuong ctia bénh nhan

(Nguon: Khoa Gidi phdu bénh - Bénh vién Da liéu Trung wong)

Xét nghiém di truyén: Phan tich gen ghi nhan mot bién thé giy bénh & trang thai di hop tir
trén gen LMNA. Bién thé nay da duoc xac dinh c6 lién quan dén co ché bénh sinh cua Hoi chimg
Hutchinson—Gilford Progeria (HGPS) va phi hop v6i kiéu di truyén trdi trén nhidm sic thé thuong.
Két qua xét nghiém di truyén ciing c6 chan doan xac dinh HGPS & bénh nhi.

3. BAN LUAN

Hoi ching 1ao hoa sém Hutchinson—Gilford (Hutchinson—Gilford Progeria Syndrome,
HGPS) 1a mét réi loan di truyén cuc ky hiém gip, véi ty 16 mic u6e tinh khoang 1/8 triéu tré sinh
song'. Bénh chu yéu do dot bién méi phat sinh (de novo) trén gen LMNA, din dén sy hinh thanh
progerin — mot dang lamin A bat thuong. Su tich lity progerin giy mét 6n dinh mang nhan, lam
tang tinh d& ton thuong té bao va thuc day qua trinh chét t& bao sém, tir d6 gdy ra tinh trang ldo
hoéa hé thong?.

HGPS anh huéng da co quan, bao gdm da, hé co — xwong, hé tim mach va hé than kinh.

Trong d6, cac biéu hién da thuong 1a du hiéu khoi phat sém nhat. Cac ton thuong dic trung bao
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gom da dang xo ctiing bi, mach mau ndng noi 1o, roi loan sac to va rung toc, thuong xuat hién trong

vong 12 thang dau doi®. Nghién ctru cua Jillian F. Rork va cong sy (2014) trén 39 bénh nhi HGPS

cho thay ton thuong da phd bién nhét 13 cic mang da dang xo cimg bi ¢ ving bung va hai chi duéi
(78%), v&i biéu hién mang da cimg, san, khong dau va c6 ranh giéi khong rd. Mat 16p m& dudi da
khién tinh mach tré nén ndi o, dic biét & da dau khi tinh trang rung toc tién trién. Tré thuong cé
day du toc khi chao doi, voi d6 tudi trung binh bit ddu rung toc 1a khoang 10 thang; kiéu rung toc

thudng bit dau & vung thai duong va cham, trong khi ving dinh dau duogc bao ton 1au hon’.

H¢ tim mach la co quan chiu a&nh hudéng ning nhat, dac trung bdi xo vita dong mach tién
trién sdm, mat t€ bao co tron mach mau, xo hoa va voi hda van tim, cung vdi xo hda co tim. Céac
bien co tim mach nghiém trong nhu nhoi mau co tim, suy tim va dot quy la nguyén nhan tir vong

chil yéu ¢ bénh nhan HGPS*.

Trong tiép can chan doan & tré so sinh ¢6 biéu hién xo cing da lan toa, can luu Vv phén biét
v6i Sclerema neonatorum — mot bénh 1y hiém gip v6i dic diém xo cimg lan toa trir 10ng ban tay
va 10ng ban chén, da dinh chit vao co va xuong bén dudi, gy han ché van dong, kho tho va bu
kém, thuong cé tién luong ndng. M6 bénh hoc trong Sclerema neonatorum cho théy su hién dién

clia cac ddi xo ting sinh trong m6 m& dudi da, véi thAm nhiém viém rat thua thot.

Vé diéu tri, nhing nim gan ddy di ghi nhan nhiéu tién bd quan trong. Nhom
thudc farnesyltransferase inhibitors (FTIs), dién hinh 14 lonafarnib, da tré thanh liéu phap diéu tri
dic hiéu dau tién duoc phé duyét cho HGPS®. Thudc ¢6 co ché uc ché qué trinh farnesyl hoa
prelamin A, tir ¢ giam tich ty progerin trong nhan té bao. Dit liéu 1dm sang cho thay lonafarnib
giup cai thién do dan hdi mach mau, tang mat do xuong, cai thién kha nang van dong va kéo dai
thoi gian séng trung binh thém khoang 2,5 ndm so véi bénh nhan khong dugc diéu tri’. Ngoai li¢u
phap dic hiéu, chiam soc hd trg toan dién cling dong vai tro quan trong, bao gdm tdi wu dinh dudng,
vat 1y tri liéu duy tri van dong, xir tri bién chimg xuong khép, sir dung aspirin liéu thip nham giam

nguy co bién ¢ tim mach — than kinh, ciing cac bién phap hd trg khac.
4. KET LUAN
Trong HGPS, cac biéu hién da thudng 1a nhitng dau hiéu khoi phat som nhat va dong vai

trd dinh hudéng quan trong trong chan doan, xuat hién trudc khi hinh thanh day du céc ton thuong

& nhitng co quan khac. O truong hop nay, tinh trang da dang xo ctmg bi lan toa kém theo céc tinh
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mach nong ndi rd da goi y manh mé& dén HGPS ngay tir nhitng thang dau doi. Viéc nhan dién sém

cac thay dbi da dic trung, két hop véi phan tich di truyén phat hién dot bién trén gen LMNA, cho

phép thiét 1ap chan doan xac dinh sém va mé ra co hoi can thiép kip thoi, gop phan cai thién tién

luong cho bénh nhi.
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SUMMARY

Case report

EARLY-ONSET CUTANEOUS SCLEROSIS IN INFANCY: A RARE CASE OF
HUTCHINSON-GILFORD PROGERIA SYNDROME

Hutchinson—Gilford Progeria Syndrome (HGPS) is an extremely rare genetic disorder, most
commonly caused by autosomal dominant mutations in the LMNA gene, leading to the
production of abnormal progerin protein. Accumulation of progerin disrupts nuclear envelope
architecture and accelerates premature aging, resulting in multisystem involvement including
dermatologic, musculoskeletal, and cardiovascular manifestations. The disease carries a poor
prognosis, with an average life expectancy of approximately 8—20 years; mortality is primarily
attributable to rapidly progressive atherosclerosis and major cardiovascular events. Cutaneous
manifestations typically emerge within the first two years of life and play a pivotal role in early
diagnostic recognition. Characteristic features include dermal atrophy, loss of subcutaneous fat,
scleroderma-like changes, and premature aging phenotypes. Although prognosis remains
guarded, targeted therapies—particularly farnesyltransferase inhibitors such as lonafarnib—have
demonstrated improvements in quality of life and extension of survival by an average of 45
years compared with untreated patients. In this report, we describe a case of a 3-month-old infant
diagnosed with HGPS, presenting with early-onset cutaneous sclerosis from the first month of
life, confirmed by genetic analysis. This case underscores the critical role of dermatologic

findings in the early detection of this devastating condition.

Keywords: Hutchinson—Gilford progeria syndrome; early-onset cutaneous sclerosis; pediatric

dermatology; genetic skin disorders
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