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Bénh vién Nhi Trung wong

Héi chimg Prader-Willi (Prader-Willi Syndrome - PWS) la mét trong nhitng héi chimg bénh di truyén hiém
gap do mét hoat déng chirc ndng clia cac gen trén nhéanh dai gan tam vj tri q11.2-q13 cta nhiém séc thé (NST)
s6 15 c6 ngudn gbc tir bd. Ti Ié méc bénh trong quén thé wéc tinh 1/10.000 - 1/30.000. Biéu hién 14m sang
ctia héi chirng da dang, ndng né dién bién tir giai doan bao thai dén giai doan ngudi triréng thanh, bao gém:
gidm cwr déng thai, gidm trurong luc co, béo phi, cham phat trién tam than, tdm véc thép, bé mat bét thuong,
thiéu nang sinh duc va héu hét vo sinh. Nghién ctru ndy bao cdo mét truong hop tré nam 1 thang tudi méac hoi
chirng Prader-Willi mang bét thuong NST hiém gép 47,XY,+min(15)(qter->q11.1:) véi biéu hién Iam sang da di
tat gédm: bé mat bét thuong, gidm trirong luc co, &n udng khé khan, &n tinh hoan hai bén. Ap dung ki thuét phan
tich methyl hoé xéc dinh ngudi bénh méc PWS thé hai NST 15 ¢é cung nguén géc me (Uniparental Disomy).

Tir khéa: Hoi chieng Prader-Willi, da dj tat bAm sinh, NST 15q11-q13, Uniparental Disomy (UPD).

I. DAT VAN DE

H6i ching Prader-Willi  (Prader-Willi
Syndrome - PWS) 1& mét trong cac hdi chirng
di truyén hiém gap véi cac déc diém lam sang
xuét hién tir thoi ky bao thai, bénh di&n bién
qua cac giai doan so' sinh, tré nhd, day thi va
trwdng thanh. Biéu hién da dang, phitc tap
va anh hwéng trén nhiéu co quan khac nhau
cla co thé. Ty 1& méc trong quan thé wéc tinh
1/10.000 - 1/30.000." Trong phan loai bénh
quéc té, PWS dwoc ki hieu OMIM 17270.

Cac dac diém lam sang clia ngudi bénh méc
PWS dac trung béi cac triéu chirng khac nhau
qua tirng giai doan. Cac dau hiéu lam sang
thwong gap gdbm: bd mat bat thwong, gidm
trwong lwc co, khé khan trong an udng, cham
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phat trién tam than thira can, tdm véc thép,
thiéu n&ng sinh duc, réi loan hanh vi. Ngoai ra,
con cd mdt s cac triéu chirng Iam sang khac it
gap & ngudi bénh mac PWS nhu: rdi loan ni
tiét gay thiéu hut hormone tuyén thwong than
va hormone tuyén giap, rdi loan gi4c ngd, giam
thi lwc, thiéu san khép héng, cong veo cot sdng,
lodng xwong, tdng nguwéng dau, gidm sinh sac
t6, rdi loan than nhiét...2

Nghién ctru dau tién vé PWS duwoc tién
hanh t» ndm 1956, tuy nhién dén nam 1981,
cac nha khoa hoc méi phat hién nguyén nhan
clia PWS do méat doan nhd trén nhanh dai NST
15 vung q11-913 khi phan tich NST véi bang co
do phan giai cao. Nam 1989, Nicholl va cong sw
phat hién ra co ché di truyén trong PWS la co
ché di truyén don alen-monoallelic, hay con goi
la co' ché diu 4n di truyén (genetic imprinting),
nghia la sy biéu hién hay khéng biéu hién cla
alen thudc locus gen doé phu thudc vao NST co
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chtra locus la ngudn b hay me. Ban chét hoa
hoc ctia co ché nay la sy methyl héa DNA tai
cac base Cytosin. Cac gen khéng bi methyl hoa
sé & trang thai hoat dong, cac gen bi methyl
hoa sé bj b4t hoat.> Cac nhom nguyén nhan
gay PWS: mét doan NST 15q11-q13 nguén gbc
bd; hai NST 15 cung ngudn gbéc me (maternal
Uniparental Disomy - mUPD), dét bién trung
tam diéu khién hoat déng ving gen Prader-Willi
(IC); chuyén doan twong hd gitta NST 15 va
NST khac gay méat doan NST 15q11-q13. Nhiém
sac thé marker nhd (small supernumerary
marker chromosomes-sSMC) dwoc bao cao co
& 0,043% tré so sinh; 0,077% thai dwoc thwe
hién chan doan trwdc sinh; 0,433% ngwoi bénh
c6 cham phat triéntdm thadn. sSMC la nhirng
NST c6 céu trac bat thwong, hinh thai twong
tw hodc nhé hon NST sb 20. Ngwdi mang NST
sSMC chiém ty 1& khoang 10% trong nhirng
ngudi bénh cé bat thuong di truyén dang UPD
trong d6 cé cac bénh nhéan mac hoi chirng
Prader-Willi hoac héi chirng Angelman.*

Chung t6i tién hanh nghién ctu bdo cao
ca bénh mac PWS véi bat thwong NST dang
sSMC nham tim hiéu sau hon vé hdi chirng
hiém gap v&i dai biéu hién 1am sang da dang
va cac ky thuat xét nghiém di truyén ap dung
trong chan doan.

Il. GI&'I THIEU CA BENH

1. Théng tin chung vé lam sang va can lam
sang

Vé tién s san khoa, bénh ly: nguwoi bénh
nam |a con dau, d& md & tuan thai 38, can ndng
ltc sinh 2,7kg. Me 43 tudi, b 45 tudi; me cé hai
con riéng khée manh, bd c6 mét con riéng méc
héi chirng Cri-du-chat (cé két qua xét nghiém
di truydn mét doan nhanh ngan NST sb 5
(5p15.2). B6 me khde manh, khéng két hén can
huyét. Theo dai thai qua siéu am dinh ky khéng
phat hién bat thuwdng hinh thai, khéng dwoc lam
xét nghiém sang loc truwde sinh.

Vé Iam sang

Nguwdi bénh sau sinh phdi nhap vién vi
suy hd hap. Kham |am sang thay c6 céc triéu
chirng: giam trwong lwc co rd, khong bu dwoc,
4n tinh hoan hai bén, chdng khép so, bd mét
bt thwdng véi mét hinh qua hanh, hai mat cach
xa nhau, géc mii tet, méi trén moéng, da nhat
mau. Hién ngwoi bénh 5 thang tudi, cham phat
trién tam than, chwa lat lay dwoc, chwa héng
chuyén, hién can nang 6,1kg, chiéu dai 63cm,
chi s6 BMI 15,37 xép loai nhe can. Nguwoi bénh
dwgc theo déi, quan ly diéu tri tai Bénh vién
Nhi Trung wong, bat dau diéu tri hormone téng
trwéng khi dwoc 4 thang tubi.

Vé cén ldm sang:

Siéu am thay hai tinh hoan hai bén trong 6
bung, vi tri sat 16 ben sau, nhu mé va kich thuéc
binh thuwdng. Siéu am thép khéng phat hién bat
thuwdng. Xét nghiém dinh lwong IGF1 két qua
trong gidi han binh thwdng (44,6 ng/mL).

b)

Hinh 1. a) dic diém boé mit bat thwong voi

mat hinh qua hanh, géc miii thap, méi trén

mong, tai thap; b) giam trwong lwc co (dui
éch), an tinh hoan hai bén, ban tay, chan nhé
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2. Xét nghiém di truyén

Két qua xét nghiém di truyén té bao

Té bao mau ngoai vi clia nguwdi bénh dwoc
nudi cdy trong méi trwdng PBmax (Gibco) la
moi trerng nudi cay hoan chinh véi sy c6 mat
clia chét kich thich t& bao lympho Tchuyén
dang thanh lymphoblast cé khd nang phan
chia. Sau khi nuéi cdy 72h, t& bao duoc dirng
phan bao va thu hoach & ki gitra. Khi d6, cac
NST sé& co xoén tbi da, day la giai doan tbi
wu nhat d& quan sat hinh thai ctia NST. Tao
tiéu ban, nhuom bang G va phan tich NST
trén kinh hién vi. Céng thirc NST ban dau cta
nguwoi bénh: 47, XY,+mar. Ngwdi bénh dwoc
lam ddng thdi ky thuat lai huynh quang tai chd
trén mau t& bao da qua nudi cdy (metaphase
FISH). Ky thuat FISH dung trong chan doan
PWS st dung dau do 3 mau: diu do danh dau
vao vung gen Prader-Willi (SNRPN, snoRNA,

X M o

UBEAJ3) tai vi tri 15911.2, tin hiéu cé mau 4do;
2 dau do kiém ching: PML tai vi tri 15q24, tin
hiéu mau xanh la cay va dau do tai vung tam
tin hiéu mau xanh nwéc bién. Két qua FISH
cla nguwdi bénh: c6 2 tin hiéu mau dé vung
15q11.2; 3 tin hiéu xanh nwéc bién vung tam
va 2 tin hiéu mau xanh la cay vung 15q24.
Phan tich két qua FISH trén cum NST nhan
dinh dwoc trong bd NST clia ngwdi bénh cé
hai NST sb 15 toan ven va NST marker sSMC
chinh 1a 1 NST s6 15 bi méat doan t vi tri
q11.1-qter.

Két hop hai ky thuat xét nghiém & mirc
di truyén té bao va lai gitra t& bao va phan
tlr, két qua cong thirc NST cla bénh nhan
47,XY,+min(15)(pter-
>q11.1:); két qua FISH cta ngudi bénh la: ish
(SRNPNx2,PMLx2,CEPx3)[100].

dwoc két luan la:
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Hinh 2. Két qua Nhiém s&c thé do
cuia ngw®i bénh tir té bao mau ngoai vi: 47,XY,+min(15)(pter->q11.1:)

M(i tén den chi NST sSMC bt ngudn tlr NST sé 15 bj mét doan tr q11.1-gter.
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Hinh 3. Két qua FISH cta ngwi bénh ish
(SRNPNx2,PMLx2,CEPx3)[100]

Két qua FISH thé hién hai NST sb 15 toan
ven, mdi NST mang 3 tin hiéu: tdm, 15q11.2 va
15qg24; va NST sSMC chi mang 1 tin hiéu ving
tam la NST 15 bi méat doan vung q11.1-gter.

Xét nghiém coéng thiec NST cla bd, me
ngudi bénh khong phat hién bat thwerng NST:

xét nghiém FISH chan doan PWS cho bd nguoi
bénh khéng c6 mat doan NST 15q11.2.

Két qua xét nghiém di truyén phan t&

Ky thuat khuéch dai da diu do dac hiéu
methyl hoa (Methylation Specific Multiplex
Ligation-dependent probe Amplification - MS-
MLPA) la mét phwong phap ban dinh luwgng,
phat hién thay ddi sb lwong ban sao va tinh
trang methyl hoa. D& chan doan PWS, st dung
b6 kit MS-MLPA thwong mai cia MRC-Holland.
B0 kit nay dung cac dau do dac hiéu cho ving
NST 15q11-q13 dé khao sat sy thay ddi sé
lwong ban sao. Trong cac dau do nay cé gén
cac enzyme cat gi¢i han nhan dién diém nhay
cdm voi tinh trang methyl hod, do vay sau khi
lai chi chudi methyl hoa méi bi khuéch dai va co
tin hiéu.> O’ ngwoi binh thudng chi co 1 chubi
vung gen Prader-Willi bi methyl hod, & ngudi
bénh mang ca hai chudi bi methyl hoa cé nguén
gbc tlr me. Két qua xét nghiém MS-MLPA cla
nguw®i bénh phat hién hai NST 15 cé cung
ngudn gbc t» me (MUPD), nguwdi bénh dwoc
xac dinh chan doan mac PWS.
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Hinh 4. a), b) 1a hinh anh MS-MLPA ctia ngwoi binh thwong; c), d) két qua MS-MLPA cla
ngwi bénh. Ngwdi bénh khéng mat doan NST 15q11-g13 (vi tri cac miii tén mau dé & hinh a,
¢ gidng nhau), tuy nhién cé bat thwong methyl héa (vi tri mii tén mau dé & hinh b cta ngwoi
binh thwong dinh tin hiéu & cac vi tri gan enzyme & ngwdng 0,5; & hinh d ctia bénh nhan cé
tin hiéu bat thwong dinh tin hiéu & cac vi tri gan enzyme & ngwdng 1)
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IV. BAN LUAN

Cac biéu hién lam sang ctia PWS thudng
xuét hién dién hinh, dién bién qua tirng giai
doan, bao gdm: gidm trwong lwc co, bd mat
bat thuwong, thidu sdn co quan sinh duc ngoai,
thira can béo phi, tdm véc thap, cham phat trién
tam than. O giai doan so sinh va giai doan tré
nhd dudi 2 tudi, cac triéu chirng thwong gap
la: gidm trwong lwc co, bd mét bat thwong va
thiéu san co quan sinh duc ngoai. Gidm trwong
lwc co la mot triéu chirng nang cla bénh, lién
quan dén chirc nang gen MAGEL2 nam trong
vung gen Prader-Willi. Gidam trwong lyc co dan
dén viéc phai hé tro &n udng, viém dworng ho
hap tai dién nhiéu 1an. Gidm trwong lyc co cling
lién quan dén viéc gidm ct dong thai, lam tang
ty 16 dé mdé cla nhitng thai mac PWS. Gidm
trwong luc co két hop véi cac dac diém dién
hinh vé& khuén mat, thiéu san co quan sinh duc
ngoai d&c biét dau hiéu an tinh hoan 1 bén hoac
2 bén & tré trai Ia nhirng dau hiéu quan trong
gilp chan doan sém PWS.6 C4c ngudi bénh
mac PWS hau hét c6 cham phat trién tam than,
cac mbc phat trién van déng chi bang mét nira
so Vv&i tré binh thwdng. Tré cham van dong thé
hién cham lat 14y, cham bo, cham biét di, van
dong tinh cta ban ngén tay cling bi han ché.
Phat trién tri tué cla ngudi bénh dwoc danh gia
dwa vao chi s6 DQ véi nhém tré dwdi 6 tudi va
chi s6 1Q v&i nhém tré trén 6 tudi. Cham phat
trién tri tué & nguoi bénh mac PWS & mic do
nhe, trung binh dén nang. Tuy nhién, déi voi
nhirng tré cdé cham phat trién tri tué mac do
nhe ngudi bénh PWS van c6 biéu hién hoc tap
kém tap trung, khoé khan trong giao tiép, suy
gidm tri nh& ngan han va dai han.” Thiéu san
co quan sinh duc ngoai thuwdng xuét hién ngay
sau dé, dé& nhan biét dic biét & tré trai véi an
tinh hoan 1 bén hoac hai bén, biu nhat mau, co

TAP CHi NGHIEN CU’U Y HOC

thé c6 dwong vat nhd. Giai doan tré Ién ¢co biéu
hién cham day thi, dén giai doan trwdng thanh
ngudi bénh biéu hién suy sinh duc va hau hét
v6 sinh." Trong nghién clru nay, ngwoi bénh
chung t6i bao cao la mét trvdng hgp bénh nhan
dwoc chan doan sém luc 1 thang tudi, véi cac
biéu hién 1am sang ré trong giai doan so sinh:
bd mat bat thwéng, gidm trwong lwe co, &n tinh
hoan hai bén, khéng bu me dwgc. Hién tré 5
thang tudi, chwa 1y dwoc, phai hd tro cho &n
bang dut thia, chwa héng chuyén, khéng nhan
biét dwoc la quen.

Cac két qua phan tich di truyén cta nguoi
bénh dwa ra két luan nguwdi bénh mang bét
thwdng NST: 47,XY,+min(15)(pter->q11.1);
ngudi bénh c6 2 NST sb 15 toan ven, khdong mét
doan vung gen trén NST 159q11-q13. Ky thuat
MS-MLPA phat hién ngudi bénh cé bat thudng
methyl héa trén vung gen Prader-Willi, hai NST
15 ¢6 cling ngudn gbéc me. Nhw vay, day 1a mot
trwdng hop bénh nhan dwoc két luan mac PWS
phan nhém mUPD. Béng ky thuat FISH da xac
nhan NST dwoc nhan dinh 1a NST sSMC bat
ngudn tr NST 15 bj mat doan t q11.1-gter.
Theo cac nghién clru, khodng 60% cac NST
sSMC bat ngudn tlr cac NST tam dau, 1/3 trong
s6 d6 bat ngudn tir NST sb 15.8 Ty 1é méc PWS
do nhém nguyé&n nhan mUPD chiém ty & 20% -
30% tbng sb cac trwdng hop PWS. Theo cac tai
liéu c6 trén y van, nhdm nghién ctru ching toi
tdng hop dwoc 8 trwdng hop bénh nhan mang
b4t thwdng NST dang thém 01 NST sSMC méc
PWS thudc phan nhém nguyén nhan di truyén
mUPD. T4t ca cac trudng hop nay déu ghi nhan
|& cac dot bién maéi. Phan tich két qua NST cla
bd me ngwdi bénh trong nghién ctu nay, két
qua ciing khoéng phat hién bat thworng NST.
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Bang 1. Téng hop cac trwong hop
c6 bat thwérng NSTsSMC mac PWS do nguyén nhan mUPD

STT Co6ng thirc NST Két qua FISH Két qua UPD Tai liéu tham khao
1 47 ,XY,+mar min(15)(qter->q11.2:) m UPD 15  Ca bénh béao cao
2 47 XY, +inv dup(15)(q11) Khoéng cé m UPD 15 [4]

3 47 XY, +inv dup(15)(q11) inv dup(15)(q11) m UPD 15 [4]
4 47 XY, +inv dup(15)(q11) inv dup(15)(q11) m UPD 15 [4]
5 47 XY,+mar min(15)(qter->q11.1:) m UPD 15 [4]
6 47 ,XY,+mar min(15)(qter->q11.2:) m UPD 15 [4]
7 47 XY,+mar inv dup (15 pter->q13 m UPD 15 [4]
8 47 XY, +r(?) mar (X) m UPD 15 [4]

Bén canh 8 trwérng hop bat thwerng sSMC trén,
trong cac nghién ctru dé cling chi ra 22 trwdng
hop khac mang NST sSMC va méc PWS do
mat doan NST15q11-q13 hodc méc hdi chirng
Angelman. Sy xuét hién NST sSMC c6 thé
dworc gidi thich bang co ché gidi ctvu tam nhiém
mot phan. Tuy nhién, co ché nay chua giai
thich dwoc co ché UPD trong trwérng hop NST
sSMC la NST ddo doan inv dup(15) hay NST 15
hinh vong. Nhirng trudng hop nay cé thé dwoc
ly gidi bang gia thuyét cé sy trao ddi chéo dang
“U-type exchange” trong qua trinh gidm phan.8

Viéc tiép can chan doan PWS phai dwa vao
kham 1am sang phat hién cac déu hiéu dién
hinh cla tirng giai doan, phai c6 sw phbi hop
gitra cac chuyén khoa. Chan doan xac dinh dwa
vao két qua cac xét nghiém di truyén. Cé hai
phwong an chi dinh xét nghiém di truyén cho
ngwdi bénh c6 nghi nge» mac PWS: phuwong an
1 chi dinh xét nghiém FISH dé xac dinh nhém
PWS do méat doan NST 15g11-q13 chiém ty &
cao hon 75%, sau dé ma&i chi dinh xét nghiém
phan tich UPD dé chan doan xac dinh nhirng
treong hop con lai. Phwong an 2: chi dinh xét
nghiém phan tich UPD, cac xét nghiém nay c6
thé chan doan dwoc hau hét > 99% cac trwong

hop ngudi bénh méc PWS. Tuy thudc vao ky
thuat s& dung cé thé Ia MS-PCR (Methylation
Specific Polymerase Chain Reaction - Ky thuat
phan rng chudi dac hiéu methyl hoa) hoac MS-
MLPA ma c6 thé xac dinh dwoc nhém nguyén
nhan ctia PWS la do mat doan NST 15q11-q13
hay mUPD. Sau khi ap dung cac ky thuat xét
nghiém nay déu cho két qua binh thwong, 1am
sang cla nguwdi bénh van cé nghi ngd mac
PWS, chi dinh ky thuat gidi trinh tw gen dé tim
nguyén nhan dét bién diém vung IC chiém ty
& <1%.

Vé tw van di truyén cho cac gia dinh ¢6 con
méc PWS: da sb nhirng trwdng hop méc PWS
la don 1& trong mbi gia dinh, cac bat thuong
di truy&n hau hét |a dot bién mai phat sinh (de
novo), do vay nguy co sinh con tai mac PWS
trong nhirng gia dinh nay la < 1%. Tuy nhién
mot sé trudng hop co nguy co tai méc cao 1én
t¢i 50% la nhirng trwo'ng hop PWS do dot bién
mét doan trung tdm dau 4n di truyén (Imprinting
Center - IC) c6 ngudn gbc bb. Nguy co' sinh con
m&c PWS & nhitng ngudi me mang chuyén
doan Robesonian gitra hai NST 15 Ia 100%, tuy
nhién rat hiém gap trén thwc hanh 1am sang.
Do vay, dé tw van di truyén cho gia dinh can

318

TCNCYH 172 (11) - 2023



TAP CHI NGHIEN ClPU Y HOC

phai c6 thong tin vé phan nhém nguyén nhan di
truyén cla ngwdi bénh, tlr d6 chi dinh cac xét

nghiém can thiét cho bd me, huwéng dan tém tét
nhw sau:

Bang 2. Nguy co’ sinh con tai mac PWS theo co’ ché di truyén

Loai bat thwong Nguyén nhan Tylé mdc  Yéu ciu xét nghiém Ty lé tai
di truyén mac
de novo 60 - 70% - Nguwoi bénh: NST <1%
Mét doan NST M4t doan do hau va FISH .
15q11-q13 : clia chuvédn doan < 1% - Bé nguoi benh: COthetdi
qué ctia chuyén doz o .
NST can bang tir bd NST va FISH 25%
de novo 30-40% - Nguwoibénh: NST <1%
- Néu nguoi bénh co
. mang NST mair, chi dinh
UPD 15 tth’D 15 _ do bat lam NST cho b me
u’(yrjg NST: marker, <1% - Néu ngudi bénh 1% - 100%
chuyén doan der mang chuyén doan der
(15,15) (15:15), chi dinh Iam
NST cho me
de novo <0.5% . Nguoibgnh: khong _ <1%
Dot bién mét , , cér;m lam thém xét
Dot bien mat doan nghiem
doan 1 Cadituydntrb OO - BS nguoi benh: o0%
phan tich UPD
i Khéng can lam thém
D6t bien diem IC de novo <1% <1%

xét nghiém

Trong nghién ctru nay: ngwdi bénh mang
bat thwong NST dang sSMC, mac PWS do bt
thworng methyl héa mUPD; bé me ngudi bénh
khong c6 bat thwerng NST. Do d6, trong nhirng
lan sinh sau ctia gia dinh nguy co sinh con tai
mac PWS 1a < 1%.

Vé didu tri PWS bao gdm diéu tri hormone
tang trudng (GH) va céac bién phap diéu tri hd
tro. Didu tri GH dwoc xem la diéu tri can ban
chi yéu nhat cho ngudi bénh PWS. Trén thé
gi¢i, GH da dwoc chi dinh diéu tri cho nguoi
bénh PWS t&» nam 2000. Tai Viét Nam, diéu tri
GH cho nguwdi bénh mac PWS da duwoc Bo Y

té chap thuan tr ndm 2011. Thoi gian nén béat
d4u diéu tri GH cho ngudi bénh la trong 2 ndm
dau doi, tbt nhat bat dau tlr 6 thang tudi hodc
c6 thé sém hon. Diéu tri GH da dwoc chirng
minh c6 tac dung hiru ich cho ngwdi bénh bao
gdm: cai thién chiéu cao, voc dang, gidm béo
phi. GH con cé tac dong cai thién van déng cho
ngwdi bénh ca van dong tinh va van dong tho.
Ca bénh trong nghién ctru nay hién 5 thang tudi
va da c6 liéu trinh diéu tri GH dau tién, nguoi
bénh dwgc quan ly theo doi diéu tri tai Bénh
vién Nhi Trung wong.
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V. KET LUAN

Chung ti bao céo ca bénh méc hdi chirng
Prader-Willi v&i cac d&c diém lam sang dién
hinh gébm gidm trwong lwc co, bd mat bét
thworng, an ubng kém, an tinh hoan, cham phat
trién tam than. K&t qua xét nghiém di truyén té
bao phat hién ngudi bénh mang bat thuong
NST hiém g&p dang sSMC, NST sSMC c¢6
ngudn gbc t NST 15 bi mét doan vung g11.1-
qgter. Ap dung ki thuat MS-MLPA xac dinh nguoi
bénh méc PWS thé hai NST 15 cling ngudn gbc
me (mUPD). Viéc xac dinh dang bét thudng di
truyén cGa ngudi bénh méc PWS c6 vai trd
quan trong trong viéc tw van di truyén, chi dinh
chan doan truéc sinh cho gia dinh ngudi bénh.
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Summary

PHENOTYPE AND RARE GENETIC ABNORMALITIES IN A
PATIENT WITH PRADER-WILLI SYNDROME: CASE REPORT

Prader-Willi Syndrome (PWS) is characterized by severe hypotonia, poor appetite, and feeding
difficulties in early infancy, then transitioning to a subsequent phase of excessive eating and gradual
development of morbid obesity in early childhood. Children with PWS exhibit delayed motor and
language development. The prevalence of PWS in the population is estimated at 1/10,000 to
1/30,000. PWS is classified as a contiguous gene syndrome arising from abnormal DNA methylation
within the Prader-Willi critical region at 15q11.2-q13. Small supernumerary marker chromosome
(sSMA) was defined as structurally abnormal chromosome. This report presents a case study of
a 1-month-old male infant diagnosed with PWS due to a rare abnormal karyotype 47,XY,+min(15)
(gter->q11.1:). Molecular genetics analysis showed uniparental disomy of maternal chromosome
15911.2-q13 region (mMUPD15). This case highlights the importance of genetic analysis in confirming
diagnosis of PWS.

Keywords: Prader-Willi syndrome, multiple birth defects, chromosome 15q11-q13, Uniparental
Disomy (UPD).
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