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Khuyét tat Nhiéu khuyét tat
bam sinh bam sinh

hliyét ;]\ ;:;

Dan sb

Binh tatbam  Duynhat Nhiéu  Khongrd Nhigm sic thé
thuéng e nguyen Mendel
nhan terotegen

A Di tat bAm sinh trong dan sé Xac dinh vi tri ctia bat thwéng gidp phan
biét cac héi chirng. Theo Aase (1990).

B Di tat nhe va nang Trong khi cac dbt xwong ban khép - metatarsus
adductus (phai) la tat nhe, bat sdn xwong mac - fibular hemimelia (trai) la
tat nang.

Chén khoéo c6 thé kém
Myelodysplasia

Amyoplasia

Distal arthrogryposis
Diastrophic dwarfism

Larsen syndrome

Trisomy 9, 9p, 20p syndromes
Camptomelic dysplasia
Caudal regression syndrome
Escobar syndrome
Freeman-Sheldon syndrome

C Cac héi chirng co thé kém chan khoéo Day Ia vai trong sb cac hdi
chirng cé thé phébi hop chan khoéo.

Tat thira ngén cé6 thé kém
Chondroectodermal dysplasia
Oto—Palato-Digital syndrome
Carpenter syndrome

Grebe syndrome

Trisomy-13 syndrome
Rubinstein—Taybi syndrome
Chondrodysplasia punctata
Bloom syndrome

D Cac h()i,chL'l’Vng c6 thé keém tat thira ngén Day la vai trong sb cac hdi
chirng c6 thé phoi hop tat thira ngon.

Dan nhap - Introduction

Trong chuong nay, cac hoi chimg dugc liét ké theo thir tw ABC dé d& tra
clru. Cac hoi ching c6 thé mang tinh chit toan than hay khu tra. Cac hoi
ching duoc trinh bay dan chéo nhau, theo nhiing tén goi thuong dung
nhét. Chuong nay duoc dat tén 1a hdi chirng do chua tim dugc mot thuat
ngilt toan dién hon.

M3&i van dé tdng quat cia hé co xwong khép chira dung hang ngan
bénh ly. Khi bd gien cua con nguoi dugc tim ra, kién thure vé cac rdi loan
ADN c6 thé tiép tuc dugc mé rong. Mdi nhom bénh 1y kinh dién dang
dugc mo rong thanh cac phan nhém mai.

Hau hét cac van dé chinh hinh xdy ra du6i dang cac khuyét tat don
ddc & tré vén binh thuong & cac phuong dién khac. Viée chin doan
thuong khong kho. Khé khan ndm & chd c¢6 kha nang didu tri thanh
cong hay khong. Déi vai cac bénh ly mang tinh toan than, chén doan
thuong kho khin nhung 1a budc dau tién, quan trong nhat trude khi diéu
tri. Phdn ddu cua chuong nay ban vé phuong phép tiép cin dé xac dinh
nguyén nhan.

Ti lé - Prevalence

Khoang 3% déan sb co mot di tat bAm sinh [A]. Hiu hét cac khuyét tat
xudt hién don doc, va da sb 1a tat khong nghiém trong [B]. C6 nhiing
khuyét tat d& nhan ra nhu ban chin khoéo hoic trat khép hang bim sinh.

Trong sé nhitng bénh 1y nhiéu khuyét tat, c6 nhiéu bénh di truyén
theo co ché Mendel va do rdi loan nhiém sic thé hay mét chét c6 hai cho
phat trién phoi thai. Trong mot s truong hop, cac khuyét tat khong biéu
hién rd luc méi sinh nhung s& 16 dan trong giai doan nhii nhi hogc tré
nho. Mot nira cac truong hop khong tim ra chan doan.

Vai tré ctia chuyén khoa chan thwong chinh hinh -
Orthopedic Involvement
Chuyén khoa chinh hinh ¢6 vai trd diéu tri mot s6 hoi chimg.

Cac dj tat co xwong khép Céc di tat ¢6 thé ndi troi nhu chan khoéo
trong hoi chimg bét san co [C], dinh ngon bam sinh trong hoi chimg
Apert, gbi veo ngoai trong hdi ching loan san sun, thira ngon trong loan
san sun-ngoai bi [D], hodc veo cot séng trong hdi ching Marfan. Bénh
1y gbc ¢6 thé da duoc néu ra trude khi bénh nhan dén kham chuyén khoa
chinh hinh. Trong mét sé truong hop khéc, bénh 1y gbc khong duoc dé
cap va bac si chinh hinh ¢6 nghia vu tim chén doan, hodc it ra, nghi dén
kha ning c6 mot bénh 1y gdc nao do. Béc si chinh hinh ¢6 thé kham 1am
sang, dung mot s6 phuong phap xét nghiém va hinh anh [E] dé xac dinh
bénh 1y gdc.

Cham phat trién van déng - Delayed motor development Co thé
14 1y do dua bénh nhan dén kham chuyén khoa chinh hinh. Thong thuong
c4c cau hoi xoay quanh viée tré cham biét di. Tré 18 thang tudi ma van
chua biét di 1a didu dang quan tam.

D So nghiéng

| Cot séng nguc nghiéng |

Khung chau
hang

Gilra canh tay-ban
tay thdng

Giira dui - ban chan thang

E Cac phép chup X quang tdm soat khi nghi dén loan san bd xwong
(skeletal dysplasia)
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Hoéi chén - Specialist’s opinion Tham khao bac si chuyén khoa khi
hé co xuong khop bét thuong. Bac si chinh hinh s& gitip chan doan va
khuyén tré nén kham tiép v6i mot chuyén gia vé hinh thai hodc gien.

Nhirng triéu chirng go'i y - Suspicious Features

Mot sé tridu chung cho thiy ddy khong phai 1a mot bién dang hodic mot
bénh ly riéng 1é, ma goi ¥ dén mot hoi ching. Kham sang loc gitip nhan
ra cac triéu chung goi y nay (Chuong 2).

Bé ngoai khong binh thwong - Atypical appearance 1a nhan xét
¢6 tinh chi quan nhung rat quan trong [A]. Tré méc hoi ching Apert
hodc Down c6 guong mat rat dac biet. Mot sé hoi chung chi co bé ngoai
khong gidng binh thudng.

Chiéu cao co thé bat thwong - Altered stature So sanh chiéu cao
ctia bénh nhan v6i bang chidu cao chudn. Chil ¥ ring ty 18 giita cac phin
ctia co thé binh thuong thay déi theo qué trinh ting truong.

Thép qua - Short stature Thuong dudi 3rd percentile. So sanh chiéu
cao ciia bénh nhan véi chidu cao chuén. Thiy thudc gia dinh thudng cho
cha me biét chidu cao va trong lugng tiéu chuan. Co thé thip va can dbi
thuong 12 biéu hién cia sy thiéu hut hormone ting trudng.

Cao qua - Tall stature Rét it gip va chi trong mot s6 bénh ly, nhu
hoi chiing Marfan.

Tam véc khéng can dbi - Disproportionate stature Co thé do
ngén & chi hodc than. Tam véc khong can ddi 1a tridu chimg dic trung
ctia nhém bénh loan san b xuong va thuong do bét thuong gien. Chi A Hinh dang dac trwng Hdi chirng Marfan, lipidosis, va héi chirng Apert
ngén va nho & cac doan khéc nhau [B]: phan géc chi, goi 1a thizomicro- 0 hinh déang déc trung.
melia, ph?ln gitra cta chi, goi 1a mesomicromelia, hodc ph?m ngon chi goi

1a acromicromelia. Ghi nhan phdn nao cua co thé bi ngén [C].

MAt dbi xirng - Asymmetry trong qué trinh ting truéng hoic trong
kich thuée c6 thé dén dén tinh trang phi dai hodc teo mét bén co thé. Mot
chi hodc mot phin ciia chi c6 thé 16n hodc nhé hon binh thudng.

Nhiéu khuyét tat ciing hién dién - Multiple defects ting kha ning
c6 mét bénh 1y tiém 4n.

Cham phat trién - Delayed maturation vé vin dong, tri tu¢, ngon
ngit, hodc mirc do hoa cbt khi khao sat X quang, ciing 14 triéu ching
goi ¥.

Pap ng bat thwong véi diéu tri - Atypical response to treat-

ment 12 d4u hiéu mudn nhung quan trong, bao hiéu c6 bénh ly tiém 4n. thilzzmﬁlic: Mc:lso&me’lic: Acro?eljc:
Xuong chay sau gay khong lanh co6 thé 1a mot biéu hién cua bénh u soi Aom e gan o gan o Ngan i
Can doi goc chi gidra chi ngon chi

thin kinh; veo cot séng khong dap tmg véi 4o nep c6 thé do hoi chimg

Marfan; trat khép hang bim sinh nén that bai c6 thé do bénh 1y collagen.
Cac van dé co xwong khac - Other musculoskeletal prob- B Danh phap danh cho ngén chi Ngan & phan géc chi (dui, canh tay);

lems Vi du gdy xuong, kém nhitng thay ddi vé chét lwong ctia xuong, ngan Q phéAn gitva chi (cang chan, cang tay); va ngan & phan ngon chi (ban

nhu thiéu xuwong, hodc c6 bat thuong & cac ddu xuong, 1 cac ddu hiéu tay, ban chan).

can giri kham chuyén khoa.

ey

binh thwong

Can déi Khéng can déi Khéng can déi
Véc dang nho Chi ngén Than ngén
Binh thwong (midget) (Lun) (Lun) Cac chi mat déi xirng

C Tilé phan b6 cothé Xem phan co thé nao bt thwdng dé gidp phan biét cac hdi chirng.
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A Hinh dang lam sang dac biét di kem v&i
bénh ly neurofibromatosis cho phép thiét
lap chan doan & tré nay.

Lwong gia - Evaluation

Chan doan sém, chinh xac 1a diéu quan trong dé tién lugng, dua ra hudng
xir tri thich hop, va tu van di truyén cho gia dinh. Khong d& chan doan
phén biét do c6 hang ngan bénh ly khac nhau, biéu hién da dang, va s¢
¢6 cac bién doi khi bé 16n lén.

Cac cach chan doan - Diagnostic Approaches

C6 nhiéu cach chin doan.

Dwa vao cac dang lam sang - Clinical Pattern Recognition
Céch chén doan tét nhét 1a dua vao cac dic diém 1am sang [A] rdi xé4c
nhan bang xét nghiém hodc hinh anh hoc. Phuong phap nay doi hoi thiy
thudc phai giau kinh nghiém nhung 1a phuong phéap chin doan hidu qua

nhét.

Nhiéu dij tat co xwong khép

-

Héi bénh, kham va khao
sat bé xwong

Ti 18 co thé hai hoa

pmmmm= To con
Constitutional obesity
Hoi chirng Prader-Willi
HC Beckwith—
Wiedemann
HC Laurence—Moon—

‘ i Biedl-Bardet

Marfan habitus

T

Hoi chirng Marfan
Camurati—-Engelmann
Homocystinuria

HGi chirng Stickler
Hoi chirng Klinefelter

Co rat bam sinh
e Congenital
L contractures |

Amyoplasia

Distal arthrogryptosis

Diastrophic dysplasia

HC Freeman—Sheldon

HC canh buém

(pterygium)

Ho6i chirng Larsen

Cong. contractural
arachnodacytly

HC Schwartz

HC Mobius

HC Trismus—pseudo-

camptodactyly

Thén kinh — van
dong, cam giac

1

Bai ndo
Liét hai chi dugi
Liét t& chi
Myelodysplasia: Loan san
tay (hau hét)
Bénh ly than kinh ngoai bién

Yéu co

|

Coi xwong
Hypophosphatasia

Hoi chirng Maffucci
Xwong hoa da
(Osteopetrosis)

HC McCune-Albright
Amyoplasia (m&i sanh)

Cac bénh co (Myopathies)
Teo co (Atrophy)
Bénh ly than kinh ngoai bién

Coi xwong —
Cac bénh noi tiét

Khép long léo

Cac hoi chirng Ehlers—
Danlos, 1-11 types

|

s Ciic bnh huyét hoc

Coi xwong
Hypophosphatasia
Pseudohypoparathyroidism

Bénh & dong
(storage)

Hong cau liém
Hemophilia
Cac bénh hemoglobin

1

Hoi ching Hurler

Cac roi loan nhiem sac the
(NST)

Hoi chirng Hunter

Hoi chirng Scheie

Hoi chirng Sanfilippo
Mannosidosis

Ho6i chirng Maroteaux—Lamy
Hoi chirng Morquio
Mucolipidoses

Trisomy - ba NST
21 Ho6i chirng Down
18
13
8
Gép db6i doan — Mat doan
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Pwa vao nhém bénh ly, réi rap chi tiét - Grouping, Then
Detailing

Dua trén co s& hinh anh hodc tai liéu mé ta, c6 g'?ing rap cac dac diém
ctia bénh nhan véi nhiing dac diém dugc mo ta trong co s& hinh anh hodc
tai liéu mo ta. Cach chin doan nay doi hoi phai xép bénh nhan vao timg
nhém bénh 1y dé thu hep pham vi tim kiém chan doan [A].

A Hoi chirvng Morquio Lun can xtng
va X quang dac trwng thwdng gidp chan
doan hdi chirng Morquio.

Dwa vao so dé - Flowchart

Céch chén doan nay dua vao so dd nhiéu bude [B]. Mic du co nhiing
han ché, so db cung cip mot khung suon cé thé chira gin hét cac bénh
Iy quan trong. So db nay dya vao cac dic diém lam sang quan trong ma
mot bac sT chinh hinh ¢6 thé nhan dién. Céc so dd khéac dwa vao cac dic
diém X quang, nguyén nhan hodc cac dic diém khong thudc vé hé co
xuong khép.

Mat hai hoa ti I 1 Mat can doi T

Osteochondrodystrophy|
Loan san sun xwong

Kém phat trien
naergrowin

Ho6i chirng Russell-Silver

Chondrodysplasia
punctata

Ho6i chirng Sturge—Weber

Liét nlra ngwoi (Bai ndo)
Achondroplasia
Hypochondroplasia
Diastrophic dwarfism
Pseudoachondroplasia | [__Localized lesions
Metaphyseal Cac thwong tén khu trul
chondrodysplasias
Chondrodysplasia Osteochondromatosis
punctata Ollier disease
Chondroectodermal dysplasia Dysplasia epiphysialis
Grebe chondrodysplasia hemimelica
Acromesomelic dysplasia Polyostotic fibrous
Multiple epiphyseal dysplasia dysplasia
Pycnodysostosis Maffucci disease
Neurofibromatosis
Fibrodysplasia
ossificans progressiva

Overgrowth
nNan ngan —— L2 ~ .

Spondylepiphyseal Neurofibromatosis
dysplasias Hching Klippel-Trenaunay-

Spondylocostal Weber
dysostosis Hoi chirng Proteus

Kyggve—Melchior— Congenital macrodactyly B So dé phan loai Phan loai don gian
Clawsen dysplasia Lipomatosis nay dwa vao cac dang vé dé nhan ra, gidp

Kniest dysplasia Lymphangiomatosis chén doan va phan loai van @é.
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Achondroplasia (ACH)
Day 1 loai loan san bd xuong khong gy tir vong va phd bién nhit. Co
su dot bién thy thé 3 cua yéu td ting truong nguyén bao soi (FGFR 3)
trén nhidm séc thé 4p16.3. Di truyén kiéu troi hoan toan véi nhidm sic
thé thuong. Hon 80% cac trudng hop 1 dot bién tu phat mai. Réi loan
c¢bt hoa ndi syun nhung khong réi loan ¢t hoa mang xwong. Tré ¢6 diu to,
hep 16 chédm 16n, “xwong chau dang nut chai rugu sim banh”, sun & céi
khop hang bi kh1t hep, Xuong ¢ don da1 va Val rong, xuong mac dai VO‘l cb
chan va dau gbi veo trong, cudng song ngan kem hep ong song, ngén chi
nbi bat & Xuong canh tay va xuong dui, thidu san ting giita mat, ban tay
dang chiéc dinh ba, gii cot sdng doan ngyc- -tht lung, co rut khop (trong
do, co khop hang gay tat udn cot sng thit lung), hanh xwong dang ‘chir
V”. Chin doan nho siéu 4m trudce khi sinh hodc kiém tra di truyén cua
cha me ¢6 nguy co. Giai doan nhii nhi thuong giam truong luc co. Hep
16 chdm 16m c6 thé chen ép than ndo va cin phau thuat giai ép. Gu ngyc-
tht lung co thé can phau thuat han khop cac dbt song Hep ong song
thit lung c¢6 thé cin phiu thudt giai ép. G6i cong chit O, thuong didu tri
bing duc xuong stra truc.

Cac hinh bén dwéi Canh tay ngdn, dii ngdn, thdn minh dai binh
thuong [A], hep dng sbng thét lung [B], chan cong chu O kém xuong
méc kéo dai [C], xwong canh chau vudng, mai 6 cdi nam ngang [D].

1996 Molecular genetic basis of the human chondrodysplasias. Horton WA. Endocrinol
Metab Clin N Am 25:683

Acrodysostosis

Di truyén kiéu trdi khong hoan toan voi nhidm sic thé thuong. Khuon
mit bat thuong voi miii thiéu san va ham nho. Cham phat trién tam than.
Ngin cac xuong éng & ban tay va ban chan. Tudi xuong phat trién sém
s0 v6i nam sinh cia tré. Veo cot sdng, hep éng séng. Phan diu xwong co
hinh nén, dang chim (stippling) va hdi phuc ty nhién sau 1 tudi.

1991 Acrodysostosis in two generations: an autosomal dominant syndrome. Hernandez RM,
Miranda A, Kofman-Alfaro S. Clin Genet 39:376

Hoi chirng Albers—Schonberg

Xem Bénh xuong hoa da (osteopetrosis).

Héi chirng vong bang 6i -

Amniotic Band Syndrome

Con dugc goi la hi chung Streeter.
Khoéng di truyén theo Mendel. Chi
thoat vi qua mang 6i v& dan dén
siét, tdc mach va hoai tir. Ap luc
trén phoi trong bon tuan dau tién tao
ra cac khuyét tat & thanh cia co thé
va ndi tang. Thudng gip cét ngang
& cudi chi, gay cit cut bam sinh.

1994 Congenital constriction band syndrome:
a seventy-year experience. Foulkes GD, K Rienker. JPO 14:242

Amyoplasia

M6 sgi va md md thay thé mo co. Con
duogc goi la cung cac khép ngoai bién
hodc “cd dién”. C6 thé co cimg nhiéu
khép bam sinh, bao gdm vai xoay trong,
khuyu dudi, cb tay gap, khép hang trat,
géi dudi, chan khoeo. MAt nép nhan da
voéi cac vung da 10m trén cac khop 16n.
Bénh chi gioi han ¢ hé théng co xwong
khép. Bénh xuat hién don 1€, chi sé 1Q
binh thuong. Ti 18 phan tram anh huong
tht ca céc chi la 60%, chi dudi 25%, chi
trén 15%.

1983 Amyoplasia: a common, sporadic condition

with congenital contractures. Hall JB, Reed SD,
Dricoll EP. Am J Med Genet 15:571

Antley-Bixler Syndrome

Do d6t bién nhidm séc thé tai vi tri 7q11.2. Diu hinh thang do dinh khép
tran dinh va khép lamda, thiéu san ting giita mat, dinh xwong canh tay
voi xuong quay, co cung cac khdp, tat cong ngon tay, xuong dui cong va
gay, di tat ni¢u sinh duc va tim. Han ché gian nd l@)ng nguc va tic nghén
duong ho hap trén ¢6 thé gay han ché tudi tho.

1996 Antley-Bixler syndrome: a disorder characterized by congenital synostosis of the elbow
joint an the cranial suture. Kitoh H, et al. JPO 16:243

Ctvng cac khép bam sinh -
Arthrogryposis

Con duoc goi 1 cting da khop bam sinh,
logi ¢6 dién. La mot tap hop cac rdi loan
da dang voi dic diém chung 1a co rit da
khép bim sinh. Xay ra & 1/3000 ca sinh.
Mit van dong cta thai nhi & nhimg thoi
diém quan trong trong qua trinh phat trién
gdy ra nhitng bat thudong cua than kinh,
co hodc cac md lién két. Mat van dong
do bénh ctiia me, chén ép trong tir cung
hodc tén thurong mach mau. Khoang mét
ntra duoc xép loai 1a amyoplasia - dang
cb dién.




Apert Syndrome
Do d6t bién nhi®m sic thé & vi tri 10g26. Vé mat dac biét, rat d& nhan
ra. Cham phat trién tinh thdn. Dinh ngon gy ra hinh anh “ging tay tach
ngon cai va chung 4 ngén” ¢ ban tay va “vé” ¢ ban chan. Dinh cac khop
xuong & so gdy diu nhon. Dinh cac ddt sdng cb, ho ham &ch, giam san
giita mat. Diéu tri phiu thuat tach dinh cic ngon va cit xuong so.

Hinh bén dwéi Cac dac trung bao gém tat diu nhon [A], dinh Xuong
cac ngon tay [B], va dinh ngdn cua ca hai ban tay va ban chan [C].
1906 De I’acrocephalosyndacytly. Apert E. Bull Soc Med Hop Paris 23:1310

Beals | Syndrome

Con goi 14 loan san tai-xuong. Di truyén kiéu trdi, nhidm séc thé thuong.
Xuit hién & ca hai phai. Tam voc co thé nho, bat thuong v& tai, loan san
khop quay-chom con, va loan san khop hang.

1967 Auriculo—osteodysplasia, a syndrome of multiple osseous dysplasia, ear anomaly, and
short stature. Beals RK. JBJS 49A:1541

Beals Il Syndrome

Con goi 1a co clmg ngdn bam sinh dang chan nhén. Tuong tw hoi chimg
Marfan, dot bién & gien fibrillin 2. Vanh tai ram r9, thuy tinh thé 1éch
chd, nguc trc ga, bénh tim bam sinh. Tuong tu hdi chimg Marfan, nhung
¢6 anh hudng nodi tang. Hién dién & ca hai gidi, co rut nhidu khép, cac
xuong dai va manh, thiéu xuong va gil veo cot séng.

1971 Delineation of another heritable disorder of connective tissue. Beals RK, Hecht F. JBJS
53A:987

Beckwith—-Wiedemann Syndrome

Di truyén kiéu troi, nhidm sic thé thuong. Dot bién trong gen 1C uc che
kinase dependent-cyclin, cac thy cam nhén lién két trén protein mién
1 (NSD1), gien H19, va gien giai ma 1 - KCNQ1 c6 lién quan véi hoi
chung nay. Tang trLr(mg qua muc bao gdm phi dai chi va ndi tang to. Co
thé phat sinh cac khéi u, bao gdbm u Wllm u nguyén bao gan, ung thu
biéu mo tuyén thuong than. Di dang rén, ludi to, phi dai cac chi va nodi
tang, tang nguy co ung thu (ddc biét 1a trong 6 bung). Da hong cdu, ha
dudng huyét, tién can da 6i va sinh non.

1964 Hyperplastic fetus visceromegaly with macroglassia, omphalocele, cytomegaly or

adrenal fetal cortex, postnatal somatic gigantism and other abnormalities: Newly recognized
syndrome. Beckwith, et al. Proc Am Pediatr Soc, Seattle.
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Tat ngén ngan - Brachydactyly
Nhiéu dot bién, dugc xdc dinh véi cic
nhém va phan nhom khac nhau. Phan loai
thanh cac nhém A-E, mdi nhém duoc chia
thanh cac phan nhém. La hoi ching di
truyén theo luat Mendel dugc méd ta dau
tién. Dong sun ting trudng sém. Tam voc
co thé nho. Co thé didu tri bang kéo dai
ngon.

1903 Hereditary and sexual influence in meristic vari-

ation: a study of digital malformations in man. Farabee
WC. Harvard Univ. Press 1903

Cot sébng ngan - Brachyrachia

“Cot séng ngdn” véi cac dbt sdng bit thudong va tat gii veo cot sdng.
Loan san dau trén xwong dui dan dén tat khép khép hang. Biéu hién 1am
sang tuong tu hdi chung Morquio.

1933 Morquio’s disease. Brown DO. Med. J. Aust. 1: 598-600, 1933

Bruck Syndrome
Con goi 1a tao xirong bdt todn kém theo co cimg cdc khép. Bét thuong
thanh nédi ngang type I collagen telopeptide do thiéu lysyl hydroxylase
Co rat nhiéu khép giéng bénh cling da khép bam sinh. Gay xuong gidng
tao xuong bat toan. Cling mac va rang binh thudng, mong thit & mét, veo
¢t song, chan khoco.

1897 Uber eine seltene Form von Erkrankung der Knochen und Gelenke. Bruck A. Dtsch
Med Wsch. 23:152-155

Bénh Caffey - Caffey Disease
Con duge goi 1a day voé xuwong nhit nhi. O vi tri nhidm sic thé 17q21.31
- Q22, mi hoa chudi 1 loai alpha 1 collagen. Tuy nhién, khong c6 cac
dic trung ciia tao xuwong bat toan. Ban diu 13 giai doan viém cép tinh, rdi
dén chung day xwong véi ling dong & mang ngoai Xuong cua than cua
cac xwong dai va xuong ham dudi. Tinh trang nay c6 thé khoi ty nhién
nhung c6 thé tai phat sau 2 tudi.

Cac hinh bén dwéi Ghi nhan tinh trang ting tao xuong rong réi dién
hinh [A] va tdn thuong déc trung cua xuong ham dudi [B].

1945 Infantile cortical hyperostosis, preliminary report on new syndrome. Caffey J,
Silverman W. Am J Roentgen 54:1-16
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Loan san chi cong - Camptomelic Dysplasia

Nhidm séc thé 17 dao nguoc véi thiéu hut & té bao don boi ciia SOX 9.
“Chi cong” dac trung boi cong xuong dai, dac biét & xuong chay, kem
16m da. Loan san thanh nguc: xuong vai thidu san, xwong sudon méanh
dé hoac khong co6 xuong suon, glam khoang hoa Xuong tc va bénh tim
bam sinh. Thuong tir vong & tudi nhii nhi do suy hé hép. Chan khoco,
trat khép hang. Ho ham &ch, tat ham nho, mat det. Dao nguoc gidi tinh.
1971 Le syndrome campomelique. Maroteaux P et al. Presse Med. 22: 1157-1162

Hoi chirng Carpenter - Carpenter Syndrome

Con goi 1a tat dau hinh thap dinh da ngon II. Cac khép & so dinh nhau
tao ra “dau nhon.” Phau thuat cit bo hodc tach cac ngén dinh phia ngon
c4i. Thiéu nang tri tué & cac mirc do khac nhau. Bit thuong & mét va tai.
1901 Carpenter, G: Two sisters showing malformation of the skull and other congenital
abnormalities. Rep Soc Study Dis Child (London)1:110

Hoi chwng thoai trién
doan cuébi cot séng

- Caudal Regression
Syndrome

Con goi la hdi ching nang
tién ca. Bat san xwong cung
két hop véi céc kiéu di tat chi
dudi, tén thuong than kinh, co
rat chi dudi, trat khop hang,
mét viing cot song

1991 Caudal regression: a review of
seven cases, including the mermaid syndrome. Guidera KJ, et al. Pediatr Orthop 11:743

Loan san sun-ngoai bi - Chondroectodermal Dysplasia
Con goi 1a hoi chimg Ellis-Van Creveld. Do mot dot bién trong gen Ellis-
van Creveld trén nhidm sic thé 4p16. Nguoi limn, chi nho, co quan niéu-
duc nam bt thudng va cham phat trién tim than. Céc triéu chimg khac
bao gdm thira ngon phia ngon 5, veo gdi chit X, loan sian méng va ring,
di tat tim. Pha hé 16n nhat & nhdm ngudi Amish, phia déng Pennsylvania.
1888 Ueber einen Fall von hereditaeren Polydaktylie mit Anomalien der Zaehne. Thomas.

Dtsc Mschr Zaehnheilkd 6:407

1940 A syndrome characterized by ectodermal dysplasia, polydactyly, chondrodysplasia, and
congenital morbus cordis: Report of three cases. Ellis RBW, Van Creveld S. Arch Dis Child
15:65

Tat ché ban tay, ban chan - Cleft
Hand-Foot

Chia thanh nam nhom dua theo vi tri gen: loai
1 6 7921, loai 2 & Xq26, loai 3 ¢ 10q24, loai 4
gdy ra boi dot bién gen TP63 & 3q27, va loai
5 & 2q31. Cach thé hién kiéu hinh khac nhau.
Dic diém bao gdm thiéu ngon, tat 1 ngon, bién
dang kidu “cang tém hum”. Sy ving mit cua
céc ngdn trung tm cho thiy day 1a mot di dang
trong qua trinh thanh lap chir khong phai la mot
bién dang. Chirc nang ban tay van tét. Didu tri
bién dang & ban chan dé tré co thé mang giay.
1997 Cleft-foot closure: a simplified technique and review

of the literature. Wood VE, Peppers TA, Shook J. JPO
17:501

Loan san xwong don-
hop so - Cleidocranial
Dysplasia

Dét bién lién quan dén yéu
t6 phlen ma gen 2 (RUNXZ)
Khuyet tat & duong gilia:gom
thiéu san xuong don va ting
tAm vén dong qua muc cua
khop vai, loan san vom s va
ring, ¢b xuong dui khép, toac
khép mu, truot dbt séng.

1968 The classic: on hereditary cleido-cranial dysostosis (transl.). Bick EM. CO 58:5

Conradi-Hiinermann Syndrome

Di truyén kiéu troi trén nhiém sic thé thuong va di truyén theo kiéu lin
trén nhiém sic thé X. Kiéu lan trén nhiém sic thé X gay ra boi dot bién
& gen mi hoa (8)-delta (7) sterol isomerase protein emopamil nam trén
Xp11.23-p11.22. Pic trung bdi voi hoa 16m ddém cua khi quan, 1dng
nguc, ¢ot song, xuong chiu, méom qua va 6 khép xwong vai, thuong
ty khoi sau 1 tudi. Bénh da: da vdy ca va da “vo cam”. Bénh mit: duc
thity tinh thé, rung giat nhan cau, va ting nhin ap. Tat chi ngin va nho &
xuong canh tay, xwong dui, bt thudng vé sinh hoa: thiéu plasmalogens
& hong cdu va tich tu acid phytanic. Tién lugng kém: 50% tré séng duoc
dén 6 tudi. Phan biét cac nhom chi ngin va nho dua theo dot bién ¢ gen
PEX7 (ma hoa cac loai peroxisomal 2 vdi muc tiéu danh déu thy thé).
1914 Vorzeitges Auftreten von Kochen und eigenartigen Verkalkungskernen bei

Chondrodystrophia fotalis hypoplastica, Histologische und Rontgenuntersuchungen. Conradi
E. J Kinderheilk 80:86

1931 Chondrodystrophia calcificans congenita als abortive form der chondrodystrophie.
Hiinermann C. Z Kinderheilkd 51:1

Cornelia De Lange Syndrome
Di truyén kiéu troi trén nhidm sic thé thuong do dot bién tai NIPBL, gien
cua nguoi tuong tu Drosophila melanogaster nipped-B tai 5p13 Co veé
mat dac trung, bao gém long may giao nhau, mleng hinh liém hodc “c4
chép”, miii héch. Cham phat trién tAm than va thé chat Chl nho, loan
san xuong try, ngdn cai moc ¢ trén cao, veo ngodn ut, nep gap duy nhét
& gan tay va trat chom quay.

Hinh bén dwéi Loan san khuyu kém trat chom quay [A], cac xuong
dbt ngon ngin, rong ¢ ban tay [B] va ban chan [C].

1933 Sur un type nouveau de dé—génération (typus Amstelodamensis). De Lange C. Arch
Med Enfant 36:713 1982 Cornelia de Lange’s syndrome. A review article (with emphasis on
orthopedic significance). Joubin J, Pettrone CF, Pettrone FA. CO 171:180

Loan san hop so-than xwong dai - Craniodiaphyseal
Dysplasia

C6 thé hién dién & hai gioi, bdm sinh, chdm phat trién tim thin. Day so
mit va than xwong dai tao vé mat nhu su tir, tic nghén dudng ho hap trén
do giam san ting gitta mt, biéng an, xuong sudn va xuong don rong.
1927 Leontiasis Ossea. Porto Alegre (Brazil) De Souza O. Faculdade de Med Rev Dos
Cursos 13:47



Loan san so mat-hanh xwong - Craniometaphyseal
Dysplasia

Di truyén kiéu lan hodc tréi. Day so mat va hanh xuong tao ra vé mat
su tir, li¢t than kinh mat, bién dang & xuong dai kiéu binh thot co
Erlenmeyer. Di truyén ki€u trdi trén nhiém sac thé thuong gy ra bdi cac
dot bien gien nguoi twong tu gien cung khdp tien trién cua loai chudt &
5pl4 -15. Ciing c6 di truyén kiéu ln trén nhiém séc thé thuong 6q21 -22.
1954 Metaphyseal dysplasia, epiphyseal dysplasia, diaphyseal dysplasia, and related
conditions. I. Familial metaphyseal dysplasia and craniometaphyseal dysplasia: their relation
to leontiasis ossea and osteopetrosis: disorders of ‘bone remodeling’. Jackson WPU, Albright
F, et al. Arch Intern Med 94:871

De Barsy Syndrome

Puoc xem 1a mot hoi chimg gia trude tudi do gwong mit ddc trung. Tan
phat. Cac ddc diém bao gdm trat hodc ban trat nhidu khop (trong do c6
khop hang), veo cot séng, tit xwong sén thing dimg bdm sinh. Da chung
va trong subt, duc thuy tinh thé, cham phat trién tdm thdn-van dong.
1968 Dwarfism, oligophrenia and degeneration of the elastic tissue in skin and cornea. A
new syndrome? De Barsy, AM, Moens E, Dierckx L, Helv. Paediat. Acta 23: 305-313

1994 Orthopaedic manifestations in De Barsy syndrome. Stanton RP; Rao N, Scott CI Jr.
JPO 14:60

Diastrophic Dysplasia

Dot bién ¢ gia dinh mang gen van chuyén chét tan 26 (van chuyén
sulfate), gen thir 2 (SLC26A2) ¢ nhidm séc thé 532 - q33.1. Ban chan
khoto, veo cot sbng nguc-thit lung, co cimg cac khop, ngin xwong dbt
ban ciia ngén tay cai tao bién dang “number one”. Vi hoa loa tai tao
“tai hoa cai”, ho ham &ch, tat ham nho, tic duong ho hip. Chom xuong
dui det va c6 hinh nhu lac da hai budu, gay thoai hoa khop hang som.
1960 Le nanisme diastrophique. Lamy M, Maroteaux P. Presse Med 68:1977

Down Syndrome

Thuong gip, trisomy -21. Tan suit c6 lién quan dén tudi ciia ngudi me.
Cham phat trién v& thé chét, tri tué va ngon ngli. Guong mat dién hinh,
1ong ban tay c6 nép nhu ban tay khi, ban tay vudng virc, ngén tay ngin,
xuong canh chiu rong, chi sé 6 cdi thip, ban chan bet, khép hang mét
vitng, mét vitng xuong banh ché, va mét virng cot séng ¢d C1-C2. Bénh
tim, bénh dudng tiéu hoa, mét thinh luc, bénh bach cau cép.

Cac hinh bén dwéi Tré¢ voi hdi ching Down va trat khdp hang
thuong xuyén, c6 xuong canh chdu phing, chi s6 6 ¢di thap, khép hang
dugc nén dong tam [A]. Khi gdy mé, gap va khép gdy trat khop hang [B].
Tré thanh thiéu nién vé&i hoi chimg Down, loan san khép hang c6 dau,
X quang khung chau thing cho thdy chom xwong dui nho va 6 c¢bi loan
san, din dén dién tich chiu luc giam [C]. Két qua chup CT dung hinh cho
thdy khop hang loan san va ban trat [D].

1866 Observations on an ethnic classification of idiots. Down JLH. Clin Lect Rep London
Hosp 3:259

1992 The hip joint in Down’s syndrome. A study of its structure and associated disease.
Shaw ED, Beals RK. CO 278:101
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Dyggve—Melchior-Clausen Syndrome

Dot bién & gen DYM, ciing 14 nguyén nhan gy loan san Smith- McCort.
Gan giéng hoi chimg Morquio va hoi ching Hurler. C6 hai dang: ning,
nhe. Dang ning, di truyén theo nhidém sic thé thuong: cham phat trién
tam than, ddu nho. Dang nhe, di truyén theo nhidm sic thé gidi tinh X:
tri thong minh binh thudng va ddu nhé. Bén trat khép hang véi dang di
trong lach bach, mét viing C1-2 do thidu san mom rang, dbt séng dep,
cong ngén tay, mao chau ¢ hinh anh “vién ding-ten” (lace border). Cac
triéu chumg khéc: gi veo cot sdng, cbt hoa nhiéu b & ddu trén xuong dui
va déu trén xwong canh tay.

1962 Morquio-Ulrich’s disease; An inborn error or metabolism? Dyggve HV, Melchior JC,
Clausen J. Arch Dis Child 37:525

Loan san nira ngoai cta
cac dau xwong - Dysplasia
Epiphysealis Hemimelica
Loan san bo xuong hiém gip
trong qua trinh tang trudng, con
goi la bénh Trevor. Khong di
truyén theo luat Mendel, khong
6 yéu t6 gia dinh. Cac khéi u sun
xuwong phat sinh tir diu xuong.
Tén thuong giy dau, sung va
bién dang, thuong & mot bén, bit diu & nhil nhi hay tré nhé. Chan doan
thuong mudn do tén thuong cha yéu 13 sun va khong thé hién & X quang.
Stra chita bién dang xuong thtr phat bing cit xuong st truc.

1998 Dysplasia epiphysealis hemimelica: clinical features and management. Kuo RS, et al.
JPO 18:543

Loan san dau xwong nhiéu noi - Epiphyseal Dysplasia,
Multiple
Chia 5 loai:

Loai 1 giy ra boi dot bién &
gen tao sun protein oligome hén
hop (COMP) trén 19pl13.1. Co
hai dang: nhe do Ribbing mo ta,
va nang do Fairbanks mo ta.

Loai 2 giy ra boi dot bién
trong gen ma hoda loai 9 colla-
gen 2 chudi trén 1p33-p32.2, lién
quan dén tinh nhay cam véi bénh
dia dém dau than kinh toa.

Loai 3 giy ra boi dot bién
trong gen ma hoda loai 9 collagen
3 chudi trén 20q13.3.

Loai 4 giy ra boi dot bién
trong cac gia dinh vén chuyén
chat tan 26 (sulfate van chuyén),
thanh vién 2 gen (SLC26A2) trén
5032-q33.1. Dac diém: chan khoéo va xwong banh ché hai 16p.

Loai 5 gy ra boi dot bién & gen matrilin-3 (MATN3) trén 2p24-p23.
Céc ddc diém 1am sang: tim véc thip c& trung binh, tri thong minh binh
thuong, hinh thanh cac dau xuong cham hoac bét thuong, dan dén thoai
hoa khép som, ngén ngan va veo cot séng. Ton thuong ¢ nhidu dau
xuong gitp phan biét bénh nay voi bénh Legg - Perthes - Calve.

1935 Generalized disease of skeleton. Fairbank, HAT. Proc R Soc Med 28:1611.
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Ehlers—-Danlos
Syndrome
Tinh trang cac khop long 1éo
c6 thé gay trat khop hang, trat
xuong banh che, trat khép
khuyu, trat khép vai, gu veo
cot séng, ban chan bet, va
tai phat bién dang sau phau
thuat. Bénh da nhdo voi té
bao hinh cau dudi da, tai ri,
da nhu “gidy vén thudc 14”.
M6 mém moéng manh gy phinh mach méau, chay méu, toac vét thuong,
thoat vi thanh nguc va thanh bung, tran khi mang phéi va v cac ndi tang.
Bang Cac dot bién gdy bénh va thé 1am sang cua hoi chimg Ehlers-
Danlos. Co ché di truyén hau hét 1a troi, nhidm sic thé thuong, mot sb
13 13n, nhim séc thé thuong hodc lién két v6i nhidm sic thé gidi tinh X.

1901 Curtis laxa, Neigung zu Haemorrhagien in der Haut lockering meherer Artikulationen.
Ehlers E. Dermatol Z 8:173

( Ghi chii: AD: trdi, AR: lin, X-linked: lién k&t nhidm séc the X)

Loai Dot bién
Ivall Cac gien collagen V alpha-1 va alpha-2 polypeptide

(COL5A1 & 2) trén 17q21.21-Q22 va 9q34.2-q34.3

Il va IV Gien collagen Il alpha-1 polypeptide (COL3A1) trén
6p21.3 va 2g31

\Y| Gien procollagen - lysine, 2 oxoglutarate 5 -
dioxygenase (PLOD) trén 1p36.3-36.2

Vil Gien procollagen | N- proteinase (ADAMTS2) trén 5923

Loai Dac diém lam sang Di truyén

| Classic Lax joints, fragile skin AD (troi)

Il Mild type Mild features of type | AD

Il Benign Severe hypermobility AD

IV Ecchymotic type Collagen type Il mutation AD or AR

V  X-linked type Type |l features X-linked

VI Ocular-scoliotic Ocular, frag skin, scoliosis AR

VIl Arthrochalasis Collagen type | mutation AD or AR

VIl Peridonitis Laxity and peridonitis AD

IX Occipital horn s. Cutis laxa X-linked

1X - Laxity, fragility, bruising AR (Ian)

skin

Ellis—-Van Creveld Syndrome
Xem hdi chiing loan san ngoai bi-sun (Chondroectodermal Dysplasia).

Bénh Engel-Von Recklinghausen

Hiém, con goi 1a viém xuong soi toan than, viém xuong tuyén cin giép
hoac loan dudng xuong do than. Do viém than man tmh va cuong tuyén
cén giap. Gay cong cac xuong dai, bién dang xuong sng va 1dng nguc.

1910 Imtersicjimgem iiber Rachitis und Osteomalacie. von Recklinghausen F. Jena, G
Fisher.

Loan san dau xwong - Epiphyseal Dysplasia
Xem loan san dau xuong nhiéu noi; loan san dau xuong-dot song.

Bénh Fairbank
Xem loan san dau xuwong nhiéu noi.

R&i loan than kinh tw chd, cé tinh chat gia dinh - Familial
Dysautonomia

Con goi la bénh than kinh tw chi va cam giac, co tinh di truyén, loai
I1I. Do céc dot bién & gen tre ché kappa light polypeptide gene enhancer
trong cac té bao B, kinase complex-associated protein (IKBKAP) trén
gen 9q31. Con goi 1a bénh v6 cam bim sinh v6i sy dau dén, hoi chimg
Riley-Day. Tré em thiéu phan tng binh thuong tranh céc yéu t§ gay dau,
dan dén cac chén thuong tu gdy ra. Tang huyét ap kich phat, tang tiét
md héi, giam tiét nude mét, sung do da, chay nudc dai, khéng c6 nhu
dang hinh nam trén ludi. Cac vén d& chinh hinh bao gdm gy xuong, chi
ty rung, viém xuong tuy, nhiém trung khop, bénh khdp do bénh 1y than
kinh va veo c6t sdng. Réi loan chirc ning tiéu hoa va than. Can giaio duc
bénh nhan va gia dinh dé phong ngura bién chu‘ng Didu trj bao tdn cac
gdy xuong, han xwong dé diéu tri veo cot séng.

1949 Central autonomic dysfunction with defective lacrimation: report of five cases. Riley,
C.M.; Day, R. L.; Greeley, D. M.; Langford, W. S. Pediatrics 3: 468-478.

1990 Orthopaedic manifestations in congenitally insensate patients. Guidera KJ, et al. JPO
10:514

Hoi chirng Fanconi

Co6 nhom A-G, L. Nhém A lién quan voi 16q24.3, B véi Xp22.31, C véi
9q22.3, D véi 13q12.3 va 3p25.3, E voi 6p22-p21, F voi 11pl5, G véi
9p13, L véi2pl6.1. Suy tiy do tay bi t& bao la xAm chiém dan dén giam
ba dong t& bao méau, doi hoi ghép tiy xwong. Tam véc co thé lun. Di tat
phia quay, bao gdm gidam san hodc khong c6 ngon tay cai hodc xwong
quay, doi hoi phiu thuat tai tao. Bit thuong niéu-duc va mit, sic td da
mau nau.

1936 Die pseudoluetische, subakute hilifugale Bronchopneumonie des heruntergekommenen
Kindes. Fanconi G. Schweiz Med Wochenschr 66:821

Hoi chirng xwong dui-mat - Femoral-Facial Syndrome
Mit xéch, mdi trén mong, nhan trung dai, miii ngén, hé ham éch, tat ham
nho. Chi dudi ngén do thiéu san xuong diii hodc bét san xuong dui. Thira
ngén cai. Tat xuong vai 1én cao Sprengel, thiéu nang sinh duc, veo cot
song, loan san khop hang. Di tat tim. Mot phan ba cac bénh nhi c6 me
méc bénh tiéu duong trong thai ky.

1986 Femoral hypoplasia-unusual facies syndrome: autopsy findings in an unusual case. De
Palma L, Duray PH, Popeo VR. Pediatr Pathol 5:1

Hoi chL'Png rwou trong bao thai - Fetal Alcohol Syndrome
Phé bién (2/ 1000 tré em tai Hoa Ky), do tac dong gay qual thai cua ruou,
dau nho, bat thuong trén khuon mat nhu ham trén thiéu san, chdm phat
trién tri tué tir nhe dén trung binh, cham phat trién tudi xuong, ngén ngin
va nho, dinh xwong quay va try, ting goc co-than xuong dii.

1899 A note on the influence of maternal inebriety on the offspring. Sullivan WC. J Ment
Sci 45:489

C6t hoa va loan san soi tién trién - Fibrodysplasia
Ossificans Progressiva

Bén db gien locus 4927 - Q31. Con goi 1a viém co cbt hoa. Co van hoa
¢bt lac chd, theo truc so-xuong cung, tu duong gitra co thé dén cac chi
va theo huéng tir gin ra xa,
gdy dau va ctung khép. Di tat
ngdn cai, veo ngédn, mat cac
ngén, dinh cac dbt séng cb,
mét thinh lyc, chimg héi dau.
Bénh phéi han ché c6 thé dan
dén suy ho hép. Céc bién phap
didu tri khong mang lai hiéu
qua dai lau.

1982 Fibrodysplasia ossificans
progressiva. The clinical features and

natural history of 34 patients. Connor
M, Evans DA. JBJS 64B:76




Chirng loan san sun khu tru - Focal
F|brocartllag|nous DyspIaS|a

Hiém, vo can, khoi phat tubi nhii nhi, thudng xuat hién
o xuong chay, gdy cong xuong chay mdt bén kém theo
su hién dién ciia mo sun sgi O vi tri cong. Hiém khi cong
xuong mac (mii tén).

1985 Tibia vara caused by focal fibrocartilaginous dysplasia. Three
case reports. Bell SN. J Bone Joint Surg Br. 67B. No.5

5

Freeman—-Sheldon Syndrome

Con goi 1a hoi chimg mat huyt sdo, hoi ching tay cbi xay gio, loan
dudng so-cd tay-cd chan. Miéng mim nho, tim voc binh thuong.
Camptodactyly kém léch vé phia xuong try, hinh dang tay cdi xay gio,
ctng kh6p ban — dbt & cac ngon tir 2 dén 5 ngon tay cai bi khép, ban
chan khoeo, loan san khép hang, veo cot song, dbc hd so trude. Doi khi
duoc xem nhu 1a mot thé ctia bénh ctrng khdp bam sinh.

1938 Cranio-carpotarsal dystrophy: undescribed congenital malformation. Freeman EA,
Sheldon JH. Arch Dis Child 13:277

Thét diéu Friedreich - Friedreich Ataxia

Gay ra boi sy dot bién trong gen frataxin (FRDA) trén 9q13 va 9p23-pl1.
Di truyén kiéu lan voi nhidm séc thé thuong. Dang thit diéu di truyén
thuong gap nhat. Tam chuing mét didu hoa cua tiéu ndo, giam phan xa
gan sdu, va khoi phat trude tudi thanh thidu nién. Mat cam g1ac rung va
cam giac ban thé. Bénh nhan khong con di dugc khi gan dén tudi 40. Ban
chan vom, veo cot sdng. Pai thdo dudng. Bénh co tim phi dai, dién tim
d0 bt thuong, chét thuong do suy tim.

1863 Uber degenerative Atrophie der spinalen, Hinterstringe. Friedreich N. Arch Anat
Physiol 26:391

Bénh Gaucher - Gaucher Disease
Gay nén boi sy dot bién gen ma hoa acid
beta-glucosidase trén 1g21. Di truyén kiéu
13n, nhidm séc thé thuong. Bénh ndo do o
dong lipid. Pai thuc bao ur dong glucocer-
brosidase, con goi la té bao Gaucher, tich
tu trong tay xuong, lach, gan, va ria mét,
din dén thiéu mau, giam tiéu cAu, gan lach
to, pingucuale ¢ cung mac mat. C6 ba thé
bénh khac nhau vé tudi khéi phat. Cac vén
dé lién quan dén chinh hinh bao gém hiy
xuong, dau xuong, hoai tor chom xuong
dui, gily xwong bénh Iy. Hanh xwong déu
dudi xuong dui loe rong tao ra hinh anh
“binh thi nghi¢m Erlenmayer” trén phim
X quang (cac mili tén).

1882 De I’epithelioma primitif de la rate Gaucher P:
(thesis) p 212. Paris

Goldenhar Syndrome

Lién két voi 14q32. Con duoc goi 1a chung loan san miét-tai-cot song, tat
nho6 nira mat-miéng. Bét thuong tai va mat, xuong song gy veo cot sdng
b4m sinh. Bénh tim bdm sinh. Tén thuong hé thin kinh trung wong, bao
gém di tat Chiari. Didu tri véi phau thuat thAm my vung mat, han xuong
dé diéu tri veo cot séng. Chi sb IQ binh thuong.

1861 Arrest of development of the left perpendicular ramus of the lower jaw, combined with
malformation of the external ear. Canton E. Tr Path Soc London 12:237.
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Guillain-Barré Syndrome

Bénh ly da day thin kinh do viém cip tinh hiy myelin. Mot s6 truong
hop c6 thé do dot bién gen PMP22 trén nhidm sic thé 17. Nghi dén co
ché tir min hodc bt thuong mién dich khi xay ra sau viém duong ho
hép trén hodc nhiém Campylobacter jejuni. Liét mém hudng 1én, cac co
gan than bi anh huong nhiéu hon. Liét cac co ho hip khién phai dung
méy tho. Diéu tri bing loc mau hodc immunoglobulin. Tré nhé cé tién
lwong tdt hon.

1915 Le réflexe médico—plantaire: Etude de ses caracteres graphiques et de son temps perdu.
Guillain G, Barré JA, Strohl A. Bull Soc Med Hop Paris 40:1459

Hoi chirng ban tay-ban chan-ttr cung - Hand-Foot-Uterus
Syndrome

Géy ra boi dot bién ¢ gen 7p15-HOXAI3 trén p14.2. Hiém, xdy ra & tré
s0 sinh bi bénh hdng cau hinh liém. Bét thuong co quan sinh duc. Ngan
xuong d6t ban tay va ban chan cia ngon s0 1, ngan cac ngdn tay so 5
kém clinodactyly. Dinh c4c xuong, bao gdm xwong thang-xuong thuyén
va xuong chém trong-xuong ghe. Nhdi mau cic xuong dét ban, xwong
d6t ngén & ban tay va ban chén trong dot nhdi mau xwong cta bénh hng
cdu liém. Ty phuc hdi trong 1-4 tudn, tai phat cho dén khi 3 tudi.

1941 Sickle cell anemia, with unusual bone changes. Danford EA, Marr R, Elsey EC. Am J
Roentgen 45:223

Hemophilia

it gap, di truyén cb dién kiéu lan lién két v6i nhidm sic thé gioi tinh X,
thiéu bdm sinh yéu t6 VIIL Bénh ctia nam gidi, mot vai truong hop ngoai
1& & phu nit dong hop tir, khoi phat khi méi sinh. Xuat huyét ¢ nhiéu vi
tri, bao gdm tran mau trong khop tai phat gdy ton thuong sun khp, co
cting khép tién trién. Didu tri bang cach dy phong lién tuc dé khoi cit bo
hoat mac. C6 thé cin phdu thuat thay khop hang, cit chém xuong quay.
1803 An account of an hemorrhagic disposition existing in certain families. Otto JC. M
Repository 6:1

Holt-Oram Syndrome

Di truyén kiéu troi do dot bién trong gen TBX5 trén nhidm sic thé 12q24.
Con dugc goi 1a hoi chung tim-ban tay. Khuyét tat tim bim sinh. Ban tay
khoéo do thidu san xwong quay, dinh xuong quay-try, bat thuong ngoén
tay cai. Bat thuong cua dai vai va nguc.

1960 Familial heart disease with skeletal malformations. Holt M, Oram S. Br Heart J 22:236

Homocystinuria

Di truyén kiéu ln, nhiém séc thé thuong. Dot bién trong gen mé hoa
cystathionine beta-synthase trén nhiém séc thé 21¢22.3. Tang thai homo-
cystine va methionine trong nudc tiéu. Cham phat trién tim than, dong
kinh, di tat tim va mat, thuyén tic do huyét khdi, lodng xuong, dét séng
16m hai bo trén va dudi, gu veo cit séng, tay chan dai, cac ngén dai nhu
chan nhén, tAm van dong khép bi giam.

1984 Bone changes in homocystinuria in childhood. Tamburrini O, et al. Radiol Med
70:1293

Hunter Syndrome

Con dugc goi la bénh & dong mucopolysaccharides nhom II, ¢c6 phan
nhom A va B, dot bién trong gen ma hoa iduronate sulfatase trén nhiém
sdc thé Xq28, giy & dong mucopolysaccharides trong mé va gdy bai tiét
mot lugng 16n chondroitin sulfate B va heparltm sulfate qua nudc tiéu.
Véc ngudi nhé bé, bat thuong ot sdng ¢b ¢d, gu & cot séng ngue, co rit
cac khop, cham phat trién tAm than, tang moc long toc, bénh tim, chung
nhuy&n khi phé quan, gan lach to, thodt vi bung.

1917 A rare disease in two brothers. Hunter C. Proc R Soc Med 10:104
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Hurler Syndrome
Con goi 14 bénh & dong mucopolysaccharides nhom I. Di truyén kiéu lan,
nhiém sic thé thuong. Dot bién trong gen mi hoa alpha-L-iduronidase
trén nhiém sic thé 4p16.3. Voc ngudi thip bé, gl veo cot sbng nguc, goc
cd-than xwong dui giam, co rat cac khép, tat ngén ngon tay va ngon chan,
than xuong dai phinh rong, loan san khop hang, giam san mom rang, hoi
chung 6ng ) tay. Cham phat trién tAm than, mat tho, duc giac mac, suy
ho6 hip, bénh tim, gan lach to, thoat vi bung. Diéu tri v&i liéu phap thay
thé enzyme hodc cdy ghép tily xuong gitip cai thién tudi tho.

Hinh bén dwéi Hoi chung Hurler véi gu lung (A), xuong rong va
ngin (B), voc ngudi thip bé (C) va hd tuyén yén 16n (D).

1919 Ueber einen Typ multipler Abartungen, vorwiegend am Skelettsystem. Hurler G. Z
Kinderheilkd 24:220

Hypochondroplasia

Gay ra boi dot bién trong thu thé yéu té ting truong nguyén bao soi 3
trén 4p16.3, ciing la gen bi dot bién trong hoi chimg achondroplasia. Ca
hai hoi chimg déu 1a cac ri loan vé alen. Ban tay khong c6 hinh chiéc
dinh ba va cac anh hudng nhe trén mat gitip phan biét hypochondroplasia
v6i achondroplasia. Di truyén kiéu tréi & nhidm séc thé thuong, ngén chi,
déu to, cot sdng thét lung udn va hep, co cimg cac khop, tat gbi cong
hinh chir O.

1988 Hypochondroplasia. Review of 80 cases. Maroteaux P, Falzon P. Arch Fr Pediatr
45:105

Infantile Cortical Hyperostosis
Xem bénh Caffey.

Klippel-Feil Syndrome

Tinh trang troi thé hién & nhidu muc
do lién quan 8q22.2, thé 1an lién quan
5q11.2. Tam chung clng cit song co,
chan toc thap va mang da ¢ co. Céc
dbt séng cb khong chia tach, kém hodc
khong kém dinh cot sbng nguc va thét
lung, diéc, di tat tim, than, veo cot séng.
1912 Un cas d’absence des vertebres cervicales
avec cage thoracique remontant jusqua a la base du

crane (cage thoracique cervicale). Klippel M, Feil
A. Nouv Icon Salpetiere 25:223

Klein-Waardenburg Syndrome

BAt thuong cua gen PAX3. Bach tang mot phﬁn, cam diéc, hep khe mi,
co cimg khi gip, dinh cac xuong & khop ¢b tay, dinh ¢4 ngon, ddu nho,
truong luc gdng cing, xwong ba vai hinh canh.

1950 Albinism partial (leucisme) avec surdi-mutism, blepharophimosis et dysplasie myo—
osteo—articulaire. Klein D. Helv Paediatr Acta 5:38

Klippel-Trenaunay—-Weber
Syndrome

Gay ra boi dot bién hoic chuyén vi giy
tang chuc nang cua protein, lién quan
dén gien VG5Q trén 5q13.3. Hoi chimg
Klippel-Trenaunay bao gdm u mach
mau da va phi dai chi. Khi do dong
tinh mach xuét hién, rdi loan nay dugc
goi 1a hoi chung Klippel-Trenaunay-
Weber. Thuong cin phiu thuat cin
béng chiéu dai chi.

1900 Naevus variqueux osteohypertrophique.

Klippel M, Trenaunay P. Arch Gen Med (Paris)
3:641.

1907 Angioma formation in connection with
hypertrophy of limbs and hemihypertrophy.
Weber, F. P. Brit. J. Derm. 19: 231-235.

Loan san Kniest - Kniest Dysplasia

Dot bién cua 12q13.11-q13.2. Diu to, bong vong mac, mét thinh luc, ho
ham éch, mat vimg ving chim-cd, gu veo cot séng [1 va 2], sun tiép hop
& dau xuong thoai hoa dang “ph6 mat Thuy si , co rut cac khép, giam
goc cd-than xwong dui, thoat vi bung.

1952 Zur Abgrenzung der Dysostosis enchondrialis von der Chondrodystrophie. Kniest W. Z
Kinderheilkd 70:633

Larsen Syndrome

Dot bién ciia gen filamin B trén 3p14.3, 3p21.1-p14.1. Di truyén kiéu troi
va 1an trén nhiém séic thé thuong. Tan suét bénh cao trén dao La Reunion
(6 An DPd Duong, phia dong chau Phi): 1:1500 so véi 1 100 000 trong
cac nuoc phuong Tay. Trat bdm sinh nhiéu khop, bao gbm gdi, hang va
ot song cb. Mit hinh “dia”, hé ham éch, veo cot song, ngoédn ngan, ban
chan khoéo, céc trung tdm cot hoéa ¢ xuong got va co tay. Theo ddi mirc
tién trién cta veo cot séng, nin cac khép, chinh ban chan khoco.

1950 Multiple congenital dislocations associated with characteristic facial abnormality.
Larsen LJ, Schottstaedt ER, Bost FC. J Pediatr 37:574



Lesch—-Nyhan Syndrome

Bénh 1y di truyén kiéu ln do thiéu hut hypoxanthine guanine phosphori-
bosyltransferase (HPRT) géy ra bai dot bién khu tra & Xq26-¢27.2. Tang
acid uric trong mau va trong nudc tiéu gdy ra soi than. Cham phat trién
tam thn va van dong, tu gdy hai cho ban than, mua von va co cung,
thiéu méau hf”)ng cau khéng 1, trat khoép hang, veo cot séng, gdy xuong,
tur hoai tir chi, nhiém tring.

1999 Orthopedic problems in Lesch-Nyhan syndrome. Sponseller, PD, et al. JPO 19:596

Marfan Syndrome
Dot bién cua fibrillin-1 gien trén 15¢21.1. Néu gia dinh c6 tién cin mic
bénh (pham vi anh hudng ¢ cha, me, anh chi em rudt, hodc con), cAn tridu
chirng bénh & hai hé co quan dé chin doan. Néu khong c6 tién cin gia
dinh, cin c6 triéu chimg & bd xwong va hai hé thong khac, voi it nhat mot
tiéu chuén chinh. Tiéu chuan chinh: 1&ch thay tinh thé, dong mach chu
dan/boc tach hodc dan rong mang ctmg. Chén doan bang sinh hoc phan
ttr 1a chinh xédc. Cac dic diém: voc ngudi cao khong can dbi, so dai, chan
tay dai, ngon tay dai nhu chin nhén. Bién dang so mit, 1éch thily tinh thé,
bong vong mac, bét thuong dong mach chii va van tim, bién dang 1éng
nguc, veo cot séng, truot dét sdng, cac day chang long 1éo, xuong banh
ché mét vitng, ban chan bet, chom lin vao 6 chao, da kéo dan.

Hinh bén dw&i Bénh nhéin ¢ hoi chimng Marfan thudng cao va gy
[A], vom miéng cao va cong [B], va ngon tay dai nhu chan nhén [C-D].
1896 Un cas de déformacion congénitale des quatre members, plus prononcée aux

extrémités, caracterisée par I’allongement des os avec un certain degre d’amincissment.
Marfan AB. Bull Soc Med Hop Paris 13:220

it
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McCune—AIbrlght Syndrome

Dot bién cia protein gin guanine nucleotide, gien alpha- stlmulatmg
activity polypeptide 1 (GNASI) trén 20q13.2. Loan san sgi nhleu 0 cua
cac xuong dai va cac xwong so mit, cac ddm café sita v6i vién khong
déu dang bo bién Maine (trai ngugc v6i bd vién nhdn min dang b bién
California gdp trong bénh u sgi thin kinh), va day thi sém do phan tmg
tu trj cua t& bao. Bién dang va gdy xuong bénh ly do loan san soi can
didu tri phau thudt chinh hinh.

1936 Osteitis fibro—cystica: The case of a nine year old girl who also exhibits precocious

puberty, multiple pigmentation of the skin and hyperthyroidism. McCune DJ. Am J Dis
Child 52:743

1937 Syndrome characterized by osteitis fibrosa disseminata, areas of pigmentation and
endocrine dysfunction, with precocious puberty in females: report of five cases. Albright, F.;
Butler, A. M.; Hampton, A. O.; Smith, P. New Eng. J. Med. 216: 727-746.

Melnick—Needles Syndrome

Dot bién & gien ma hoa filamin A trén Xq28. Xuong sudn det, cic xwong
dai cong va ngén lai véi hanh xwong phinh to, 1ong 1éo khép va da, loan
san khop hang, veo cot séng, 16i mét, bénh tang nhan ap, mat thinh luc,
ham nho, xo dic vom so, bat thuong tim va niéu-sinh duc.

1966 An undiagnosed bone dysplasia: A 2 family study of 4 generations and 3 generations.
Melnick JC, Needles CF. Am J Roentgenol 97:39

Melorheostosis
Dot bién ¢ gien LEMD3 trén 12q14. Xo cing khong dbi ximg chay doc
theo xuong dai, gidng nhu giot sap chay dai trén than nén. Tén thuong
cac md quanh khép dan dén co rit bién dang va dau dén. Kém theo dj
dang mach méu & cdc mé mém xung quanh.

Cac hinh bén dwéi Melorheostosis. Luu ¥ céc ting sinh xuong bat
thuong tuyén tinh tai cac vang khac nhau [A, B, C].
1997 Melorheostosis. Rozencwaig R, Wilson MR, McFarland GB Jr. Am J Orthop 26:83

Mermaid Syndrome
Xem Caudal Regression Syndrome.

Metachondromatosis

Bao gém céc ddc diém caa bénh u ndi sun nhiéu noi va bénh chdi xuong
nhiéu noi di truyén. Diém khac biét 1a khong hoa 4c va chdi xwong
hwdng ra xa khop 1an can. Co thé gdy ra cac bién dbi & khép hang giéng
nhu bénh Legg-Perthes-Calve.

1985 Metachondromatosis: report of four cases. Bassett GS, Cowell HR. JBJS 67A:811
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Loan san sun hanh xwong - Metaphyseal
Chondrodysplasias
La nhom cac bénh ly trude day co tén goi la metaphyseal dysostosis.
Tén thwong ¢ hanh Xuong dan dén co cung khorp va uon cong xuong dai,
trong d6 co giam goc co-than xuong dui va goi vong kleng

Kiéu Jansen dot bién ¢ gien thy thé hormone tuyén can gidp 1 trén
3p22-p21.1.
1934. Ueber atypische Chondrodystrophie (Achondroplasie) und ueber eine noch nicht

beschriebene angeborene Wachstumsstoerung des Knochensystems: Metaphysaere
Dysostosis. Jansen, M. Z. Orthop. Chir. 61: 253-286

Kiéu Schmid dot bién ¢ gien dich ma chudi collagen alpha 1 type
10 (COL10A1).

1949 Beitrag zur Dysostosis enchondralis metaphysarea. Schmid, F. Mschr. Kinderheilk. 97:
393-397.

Kiéu McKusick dot bién & gien RMRP trén 9p21-P12. Dic trung
hon nita bdi toc manh va giam tét ca cac dong té bao mau, va gip ty 18
cao & nhom nguoi Amish cua tiéu bang Pennsylvania.

1965 Dwarfism in the Amish. II. Cartilage-hair hypoplasia. McKusick, V. A ; Eldridge, R .;
Hostetler, J. A.; Egeland, J. A.; Ruangwit, U. Bull. Johns Hopkins Hosp. 116: 285-326.

Hinh bén dwéi Kiéu Schmidt (cdc mili tén mau do). Cha ¥ hinh anh
giam goc cd-than xwong dui va tén thuong & hanh xuong [A-B]. Kiéu
McKusick (cac mili tén mau vang). Chu y nhitng bién ddi & hanh xuwong
va cac ddu xuong c6 hinh nén [C, D va E].

Loan san hanh xwong - Metaphyseal Dysplasia

Gbi veo chir X, di dang binh thi nghiém Erlenmeyer & ddu trén xwong
chay va dau dudi xuong dui, veo cot séng.

1931 Case of unusual bone development. Pyle, E. J. Bone Joint Surg. 13: 874-876.

Mobius Syndrome

Vi tri ban d6 gien 13q12.2-q13. Mot dang cua cting khép bam sinh ¢6 liét
cac day than kinh so, 16, liét mit, teo ludi va vom miéng, co thé khong
¢6 co nguc, ban chan kho¢o, dinh ngén.

1888 Uber angeborene doppelseitige Abducens-Facialis-Laechmung. Mébius, P. J. Muench.
Med. Wschr. 35: 91-94 and 108-111.

Morquio-Brailsford Syndrome
Nhom A 14 hiu qua ctia dot bién ¢ gien ma hoa N-acetylgalactosamine-
6-sulfatase & 16q24.3. Nhom B 1a hdu qua cta dot bién & gien ma hoa
beta-galactosidase. Pic trung bai md duc gidc mac, mét thinh lyc, bénh
van dong mach chu, thiéu san mém rang dan dén mat viing cot séng c¢b
C1-C2, gu veo cot séng, dbt séng dep, xuong canh chau nhd, tdn thuong
khép, trong do6 c6 loan san khop hang.

Cac hinh bén dw&i Hoi chimg Morquio. Thé dién hinh véi voc
ngudi thip bé, [A], dét séng dep [B], va canh chau nho [C].
1929 Sur une forme de dystrophie osseuse familiale. Morquio L. Bull Soc Pediatr Paris
27:145.

1929 Chondro-osteo-dystrophy: roentgenographic and clinical features of child with disloca-
tion of vertebrae. Brailsford, J. F. Am. J. Surg. 7: 404-410.

Bénh &r dong cac mucopolysaccharides -
Mucopolysaccharidosis
Tich ty cac mucopolysaccharides trong té bao va bai tiét mucopolysac-
charides qua nudc tiéu. Chia thanh mot sé bénh. Nguyén nhén sinh bénh
1a thiéu hut cac enzyme trong tiéu thé lysosome giit vai trd phan huy céc
glycosaminoglycans (GAGs), hodc cac mucopolysaccharides.

Bang Dic diém l4m sang cia cic bénh.

Cac dac diém lam sang

I-H Hurler Thé n&ng, tén thuwong than kinh trung wong, cac
ndi tang, xwong, tién trién ning dan.

I-S Scheie Co rut khép; 1Q, chiéu cao va tudi tho binh thudng

Il Hunter Nam gi¢i, twong tw Hurler nhwng nhe hon

1l Sanfilippo Gibng Scheie nhuwng c6 thiéu nang tam than

IV Morquio IQ binh thweng, véc ngwdi thap bé, cac khép Iéng

180, cot sbng c6 mat virng

VI Maroteaux-
Lamy

Vi Sly

Gibng Hurler nhung 1Q binh thudng va xep chém
xwong dui

C6 thé nhan biét trong giai doan so sinh



Hoi chirng dinh cac xwong - Multiple Synostosis
Syndrome

Con goi 1a hoi chimg facioaudiosymphalangism. Dot bién gien tuong
duong gien Noggln chudt & 17q22”. Xu(mg dinh nhau & nhidu noi:
khuyu, ngon tay, cd tay, ban chan, tao nhiéu cau xuong ¢ ban chan. Ngon
ngén, trat chom quay, mong tay giam san, mét thinh lue, nguc bién dang.

1972 La maladie des synostoses multiples. Maroteaux P, Bouvet JP, Briard ML. Nouv Presse
Med 1:3041

HC méng tay-xwong banh ché - Nail-Patella Syndrome
Dot bién ciia LIM-homeodomain LMX1B protein q34.1. Di truyén kiéu
troi, nhidm séc thé thuong. Mong di tat, khong xwong banh ché hoic
xuong banh ch¢ thiéu san, canh chau co phﬁn calci héa nhu hinh sirng
bo, khuyu giam gap dudi, trat chom quay. Mt bit thuong, loan san 1dng
nguc, bénh than vai tidu dam va tidu mau.

Cac hinh Céc dic diém dién hinh cta hoi chimg moéng-xuong banh che bao
gom xuong banh ché khong xuat hién hoac thiéu san [A] va moéng loan san [B].

1933 An hereditary arthrodysplasia associated with hereditary dystrophy of the nails. Turner
JW. JAMA 100:882

U soi-than kinh - Neurofibromatosis (NF)

Type 1 lién quan dén 2p22-p21, 17q11.2. Con dugc biét dén nhu 1a
bénh von Recklinghausen.

Type 2 do dot bién gen schwannomin. [t tén thwong ngoai bién
nhung nhiéu tén thwong ndi so hon type 1, va c6 u than kinh thinh gi4c.

Céc u soi than kinh don gian, dugc tao thanh tur cac té bao Schwann
va mo soi, hiém khi gdy di tat. Cac u soi than kinh dang dam réi, giau
mach mau, gy bién dang va kich thudc khdng 16, c6 thé can diéu tri
phau thuat, vi du cin bing chiéu dai chi. Pém café sita co b vién tron
tru dang bo bién California (so voi borvién ghé ghé dang bo bién Maine
trong hoi chimg McCune-Albright). Veo cot séng c6 thé 1 vo can hoic
loan dudng. Veo cot séng vo can diéu tri nhu thuong 1€ vo can. Veo cot
song loan dudng c() dic diém 1a doan veo ngén va gap goc git, cac tén
thuong trong tay song gdy mon xuong va dan rong mang cung, cot song
mét Vu’ng Ao nep khong c6 hiéu qua didu tri. Han trudc phdi horp han
sau dé giam nguy co khop gia. Xuong chay thuong bi khop gia, thé hién
bang tricu chlrng cong cang chan véi dinh cong ¢ hudng trude- ngoa1
Diéu tri bing cach mang nep nhwa phong ngira giy xuong, két hop
xuong ndi tiy va ghép xuong khi gdy xuong.

Bang (phai, trén) cic dic diém can thiét dé chin doan u sgi-thin
kinh. Can hai tiéu chudn tré 1én dé chén doan xé4c dinh type 1.

Biéu dd (phai, giira) cho théy céc dic diém cua u soi than kinh.
Theo Simone va cs. (1988) — orthopedic center data.

Hinh (bén phai) Dic diém dién hinh cta neurofibromatosis véi
xwong chay cong ra trude [C], khop gia xwong chay [D], va cac mdé mém
phat trién qua mirc va 4n 16m xuong ban tay [E].

1986 Long-term follow-up of von Recklinghausen neurofibromatosis. Survival and
malignant neoplasms. Sorensen SA, Mulvihill JJ, Nielsen A. N Engl ] Med 314:1010
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Lam sang Can 2 2 triéu chirng dé chan doan
Ddém ca phé sira

Neurofibroma (NF)

6 hoac > 5 mm

> 2 ho&c 1 u soi-than kinh dang dam réi
Dbm tan nhang

U dém than kinh thi

Cac nét Lisch

Vung nach hoac ben

(iris hamartoma) tw 2 tré 1én
Thuong tén xwong Bac trwng cho NF type 1

Tién c&n gia dinh Cha me, con, anh em cé NF type 1

Lam sang %
Pém ca phé sira 87 |
Pém tan nhang & nach 80 I
Céc nét Lisch 60 I
U soi-than kinh & da 60 I
Giam kha nang hoc tap 60 |
Tién can gia dinh 50 I
Veo cot séng 40 ]
Ac tinh 15
Khép gia xwong chay 10 |
U soi-than kinh cot sbng 2 1

Nievergelt Syndrome

Tét chi nho dac trung boi dinh xuong quay-xuong try; ban trat khop
quay-cd tay va tru-cd tay; xwong chay va xuong mac hinh thoi; dinh cac
xuong & ban chan; dinh cac xuong dét ban chan, ngén ngin va ngén

cong.

1944 Positiver Vaterschafs nachweis auf Grund erblicher Missbildungen der Extremitiiten.
Nievergelt K. Arch Klaus Stift Vererbungforsch 19:157
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Oculodentodigital Dysplasia Syndrome

1A s . N A A , Type 1 2 3 4
Dot bién ¢ gen connexin-43 trén 6q21-g23.2. Bao gom tt cong ngén : ypx = — = =
tay Ut, tat dinh ngon tay V-V, thi€u cac xwong dot ngoén ¢ ban chan, trat Di truyen troi dot bien méi  lan troi
khép hang, va cheén ép tiuy song kem véi liét tir chi co cting. Xuét dé 40% 10% 30% 20%
1998 The different appearance of the oculodentodigital dysplasia syndrome. Thomsen M, et Do nang mild tlr vong néng dan bién dang
al. JPO-b 7:23 — - .
Cung mac xanh xanh trang trang
i lai dwoc  khong hiém c6 thé duoc
hoac khéng
Bénh Ollier

U ndi sun nhiéu noi, ¢ hanh
xuong cua cac xuong dai,
thuong khong dbi xung, gy
bién dang va wc ché sy ting
truong. Bién dbi ac tinh thanh
sarcoma sun O 10-30% cac
truong hop. Thuong xuét hién
o tay va chan. Can thiép chinh
hinh bao gdm cin bing chiéu
dai chi va cét xwong stra truc.
1899 De la dyschondroplasia. Bull Soc
Chir (Lyon) 3:22

Hinh U ndi sun 16n khién
xuong dui ngén va bién dang.

Bénh tao xwong bét toan - Osteogenesis Imperfecta
La bénh loan san Xuong sun ¢6 thé nang dén murc tir vong, thuong gap
nhét. Hau qué ctia dot bién gen collagen type L. Vi tri d6t bién trong phan
tir collagen va loai dot bién s& quyét dinh kiéu hinh. Kiéu hinh phan anh
mirc phan bd cac loai collagen trong xuong; 16p nga cua rang; mé mém
nhu cing mac, ddy ching, gan va da. Dang nhe dugc giai thich boi co
ché thiéu thé don boi hodc giam sé luong collagen binh thudng. Dang
ning duogc giai thich qua co ché dot bién troi tiéu cuc - nghia 14 chudi
collagen dot bién gy doc chudi binh thudng, tir d6 ngan can sy hinh
thanh collagen binh thuong. C6 4 dang 1am sang (xem bang), chia thanh
2 nhom, A khong va B c6 nga ring bat thuong. Gay xuong nhidu noi lam
xwong ngén va bién dang, xwong chay “hinh ludi kiém”, xuong dui “hinh
dan xép”. Tang ti 1& xuong luon song/xuong phién, ting bit thuong cac
té bao, khién xwong yéu, nhung dé lién. Didu tri giy xwong bang dinh
ndi tuy dac hodc dinh truot long vao nhau. Diéu tri xuong bién dang bang
cit xuong sira truc. Bat dong lau dai c6 thé gay lodng xwong, cing khop.
Kha nang di dimg ty 18 thuan véi tudi khai phat va ty 18 nghich vai bién
dang. Han xuong som néu veo cot séng. Ao nep khong tac dung. Kho dit
dung cu ¢t song do xwong mong manh dé gay Khong ¢6 phuong phap
diéu trj hiéu qua ddi voi chung 14n nén so. Diéc than kinh va dan truyén
(Xu'o'ng ban dap phat trién bt thuong, hét di dong) Blsphosphonates co
thé gitp diy Iui thoi didm gdy xuong va giam sb lan giy xuong. Cac
xuong phu c¢6 thé moc chen gifta cdc manh xwong so chinh thire, than dét
song 16m hai mat trén dudi, ting than nhiét ac tinh khi gdy mé.

Bang (phai, trén) Phan loai tao xuong bat toan. Theo Sillence(1979).

Cac hinh X quang ciia tao xuong bét toan. Type 2 gdy tir vong som
[A]; phim cot sdng nghiéng [B]; cac xwong phu & so [C]; tao xuwong bét
toan type 4, 5 [C va D]; type 3 voi dinh ndi tay [E va F]. Xuong dui
cling c6 dinh ndi thy.

1979 Genetic heterogeneity in osteogenesis imperfecta. Sillence DO, Senn A, Danks DM. J
Med Gen 16:101



Bénh xwong hoa da - Osteopetrosis
Con goi 1a xuwong da cdm thach, bénh Albers-Schénberg. Huy cbt bao
1 loan chire ning khién co ché huy xwong bi 16i. Ty xwong bi xdm l4n
gdy giam 3 dong té bao, nhiém trung. Chén ép céc day thin kinh so gy
mi, diéc. Ting tao mau ngoai tiy xuong khién gan lach to. Qud trinh
thay ddi xuong bi 181 gay giy xuong bénh ly. Xuong qua ctng khién kho
két hop xwong. Di truyén kidu lan trén nhidm sic thé thuong hodc dang
4c tinh, hinh thanh tir tudi nh6. Hau qua cia dot bién trong tiéu don vi
TCIRG1 cua may bom proton & khong bao. Diéu trj bing ghép tuy. Dang
truong thanh co co ché di truyén kiéu troi voi nhiém séc thé thuong, lanh
tinh hon va do dot bién gen trong kénh chloride 7 (CLCN7) trén 16p13.
Hinh Mit truée dot sdng co khia [A], “xuong trong xuong” [B—C],
xuong dac bi gay [D].

1904 Roentgenbilder einer seltenen Knochenerkrankung. Albers—Schonberg H. Miinchen
Med Wochenschr 51:365

Pfeiffer Syndrome

Con dugc goi 1a acrocephalosyndactyly, type V. Dot bién cuia gen thy thé
yéu té ting truéng nguyén bao soi-1 va -2. Hoi chung nay khac véi hoi
chung Apert 1a c6 thém tri€u chung thira ngén tay, khac voi hoi chung
Crouzon la xay ra ¢ ca ban tay va ban chan. Cac xuong so dinh nhau tao
ra so hinh thap, dinh ngén cta ban tay va ban chan vdi ngon tay cai rong
va veo vao trong, bt thudng cot sng cd, dinh khép quay-canh tay, ndo
ung thuy, va di tat Chiari.

1964 Dominante erbliche Akrocephalosyndactylie. Pfeiffer RA. Z Kinderheilkd 90:301

Poland Syndrome

Céc ngén tay ngdn va dinh nhau, kém
di tat ciing bén: bt san diu trc cua co
nguc 16n. Anh huéng thim my hon
la chic ning. Néu khong co cac co
vai khéc, han ché phau thuat tai tao
va cin MRI truéce phiu thuat. Co gid
thuyét nguyén nhan 1a tén thuong
mach mau giai doan bao thai, con goi
12 hdu qua cua su gian doan cip mau
cua dong mach dudi don. Mot truong
hop bit san & ca hai bén co thé di
duoc bao cao.

1841 Deficiency of the pectoral muscles. Poland
A. Guy Hosp Rep 6:191
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Prader-Willi Syndrome

Do x06a cac ban sao miu cua imprinted SNRPN va gen necdin trén
15ql11- ql 3. Thai cir dong kém, chdm phat trién tim thin, tré so sinh kém
phat trién sau do lai an qua d6 va béo phi, voc nguoi thap bé, tang tiét
nudc bot, giam thong khi, thiéu ning sinh duc, tinh hoan an va gu veo
cot song.

1956 Ein Syndrom von Adipositas, Kleinwuchs, Kryptochidismus, und Oligophrenia nach

myatonieartigem Zustand in Neugeborenenalter. Prader A, Labhart A, Willi H. Schbweitz
Med Wochenschr 86:1260

Proteus Syndrome
Dong phdi dot bién trong gen e ché khdi u phosphatase va tensin
homolog (PTEN) di dwoc tim thiy & mot bénh nhén. Joseph Merrick
Carey (1862-1890), con goi la “Elephant Man”, 1a m¢t bénh nhan cua Sir
Frederick Treves, co thé dd méc hoi ching nay chir khong phai 1a neu-
rofibromatosis, mac dit cdc mau mé tir bénh nhan nay da khong thé hién
dot bién & gen PTEN. Phi dai mé nhiéu noi, mot bén co thé hoic khu tra
din dn tinh trang khéng 16 ctia than va/hodc chi. Cac u bach mach va u
mach mau ndm & da va mé dudi da. Phau thuat chinh hinh dé can béng
chidu dai chi va giai ép, han xwong néu hep dng séng va gi veo cot song.
1983 The Proteus syndrome: partial gigantism of the hands and/or feet, nevi, hemihypertro-
phy, subcutaneous tumors, macrocephaly or other skull anomalies and possible accelerated
growth and visceral affections. Wiedemann, H.-R.; Burgio, G. R.; Aldenhoff, P.; Kunze, J.;
Kaufmann, H. J.; Schirg, E.Europ. J. Pediat. 140: 5-12.

Pseudoachondroplasia

Dot bién cua glen cartilage oligomeric matrix protein trén 19p31,
ciing duoc tim thiy trong bénh loan san déu xwong nhiéu noi, dang
Fairbanks. Tuong tu nhu hoi chlrng achondroplasia nhung khong co
tridu ching & dau. Cac dic diém phan biét khac bao ~gom hinh dang
bmh thuong khi sinh, mom rang kém phat trién gdy mat viing cot sbng
¢6 C1-C2, va khong hep ong song thit lung.

1984 Pseudoachondroplasia: biochemical and histochemical studies of cartilage. Pedrini-
Mille A, Maynard JA, Pedrini VA. JBJS 66A:1408

Prune Belly Syndrome

Noi tang phoi ra ngoai bung kém theo co thiéu va da 1ong 1€, nhin nheo.
Téc nghé&n h¢ niéu, tinh hoan an, khong hau mon, bénh tim bam sinh, di
dang nguc. Trat khép hang, ban chan khoco, veo cot sdng, xuong sén
thing dimg, va veo ¢6 bam sinh do co.

Cac hinh Luu y hinh dang bung dién hinh trong hoi ching Prune
Belly [A] va trat khép hang [B] thudng phd bién va khé diéu tri do co
xu hudng tai phat.

1993 Orthopedic aspects of prune belly syndrome. Green NE, Lowery ER, Thomas R. JPO
13:496
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Pterygium Syndrome

“Winging” in neck, across flexion creases in limbs, and between digits.
Scoliosis, hip dysplasia, vertebral segmentation defects, camptodactyly,
syndactyly, vertical talus, muscle hypoplasia, pectus deformity. Cleft
lip and palate; gastrointestinal, genitourinary anomalies such as genital
hypoplasia and bifid scrotum; and cardiac anomalies. Early pterygium
release to limit disability. Neurovascular structures may limit extent of
release. Early fusion for scoliosis, as no role for brace and correction
is limited. Evaluate spine with MRI and kidneys with ultrasonogram
preoperatively. Lethal and multiple forms are distinguished as autosomal
recessive from popliteal form, that is autosomal dominant.

Popliteal pterygium syndrome Also known as faciogenitopopliteal
syndrome, after the facial anomalies, including cleft palate, and genito-
urinary anomalies, such as genital hypoplasia and bifid scrotum. “Wing”
in popliteal fossa producing flexion contracture and possible subluxation
of tibia on femur. Popliteal pterygium may be part of larger “musculus
calcaneoischiadicus.” Simple syndactyly, bifid halluceal nail. Pterygia
produce facial and genital distortion. Treat by release and progressive
extension of knee using Ilizarov frame. Rate of recurrence is high.

Table below The major features of the pterygium syndrome.

Fig ures below Note the webbing of the knee in the newborn [A]
and multiple ptergyium [B] and popliteal ptergyium [C] syndrome.

1869 Sur un vice conformation trés-rare de la 1évre inférieure. Trélat V. J Med Chir Pract
40:442

1988 Multiple pterygium syndrome. An overview. Ramer JC, Ladda RL, Demuth WW. Am
J Dis Child 142:794

Pterygium syndromes

Rare, recessive, short stature, CNS involvement,
scoliosis, clubfeet, multiple pterygium

Multiple

Mutation in the gene encoding interferon regulatory
factor-6 (IRF6) on 1932-g41.

Rare, dominant, face, genitals and knee pterygium
from pelvis to heel, early operative release

Popliteal

Several forms

Lethal

Pycnodysostosis

Dot bién gen K cathepsin trén 1g21. Voc ngudi thip bé, dysmorphism so
mat véi cac thop cham dong, xuong dédc hodc xo cung, nhung Xuong dé
gy dan den gdy moi, loan san xuong don, trat khép hang, veo cdt song,

truot dbt séng, phalangeal acrosteolysis.
1992 Pycnodysostosis. Orthopedic aspects with a description of 14 new cases. Edelson JG,
et al. Clin. Orthop. 280:263

Riley—Day Syndrome
Xem Familial Dysautonomia (R&i loan than kinh ty chua, c6 tinh chét
gia dinh).

Rett Syndrome
Dot bién cua gien methyl-CpG-binding protein-2 trén Xq28 va Xp22.
Thé hién 1am sang tir 6-18 thang tudi. Di truyén kiéu trdi nhidm sic thé
X, thudng biéu hién ¢ nit, déi khi cling gap & nam. Bénh nio tién trién,
dong kinh, tu ky, dong tac tay rap khuon co cung, tang phan xa. Veo
cot sbng khong dap ung vdi 4o nep; cén han cOt song vao xuong chau.
Xuong d6t ban tay va xuong dét ban chan ngin, co rit khép, nghién
ring, ECG bét thuong QTc, song T.

Cac hinh bén dwéi Hoi chimg Rett. Veo cot sdng ning, trude [A]
va sau han xuong [B].

1968 Ueber ein cerebral-atrophisches. Syndrom bei Hyperammonaemie. Rett A. Monatsschr
Kinderheilkd 116:310

Rubinstein—-Taybi Syndrome
Dot bién ciia gen sao chép yéu t6 dong hoat hoa CREB-binding protein
trén 16p13.3. Ngon tay cai rdng va veo ra ngoai, nét mat dac trung, cham
phat trién tam ly-van dong, veo cot séng va cac di tat khac cua cot sémg,
trugt chom xuong dui, xwong banh ché kém phat trién va mét viing, di
tat tim va ni¢u-sinh dyc, ram 16ng.

1963 Broad thumbs and toes and facial abnormalities: A possible mental retardation
syndrome. Rubinstein JH, Taybi H. Am J Dis Child 105:588

Sanfilippo Syndrome

Con dugc goi la bénh mucopolysaccharidosis III. Pay 1a bénh ly «
dong cac chit & lysosome do rdi loan phan hity chét sulfate heparan.
C6 bdn nhom, mdi nhom thiéu mot loai enzyme khac nhau: heparan
N-sulfatase trong nhom A, alpha-N-acetylglucosaminidase trong nhom
B, acetyl CoA: alpha-glucosaminide acetyltransferase trong nhom C, va
N-Acetylglucosamine 6 sulfatase trong nhém D. Bénh nhéan c6 veo cot
sdng, co rut cac khop.

Silver-Russell Syndrome

Phi dai mot bén co thé, co thé bat di xung, ban tay va ban chan bat
thuong, bao gdm ngén ngin, veo va dinh nhau. Cot séng bit thudng va
veo, trugt chom xuong dui, loan san khdp hang. Mat nho va hinh tam
gidc. Rbi loan phat trién gioi tinh.

1953 Syndrome of congenital hemihypertrophy, shortness of stature, and elevated urinary
gonadotropins. Silver KH, et al. Pediatrics 12:368

1954 A syndrome of intra-uterine-dwarfism recognizable at birth with cranio-facial
dysostosis, disproportionate short arms, and other anomalies (5 examples). Russell, A. Proc.
Roy. Soc. Med. 47: 1040-1044, 1954

Small-Patella Syndrome

Con goi la loan san ischiopatellar, hoi chung coxopodopatellar Dot bién
gien T-box 4 (TBX4) & 17q21 Q22. Xuorng banh ch¢ thiéu san Va mét
vimg, thiéu san xwong ngdi, loan san dau trén xuong dii, ngén ngin, k&
ngén chan rong.

1996 The ‘small-patella’ syndrome. Hereditary osteodysplasia of the knee, pelvis and foot.
Dellestable F, et al. JBJS 78B:63



Spondyloeplmetaphyseal Dyspla5|a

Di truyen kiéu troi va l3n trén nhidm séc thé thu(mg, va ciing lién két voi
nhiém séc thé gidi tinh X. Loan san xuong sdng va cac xuwong dai, trong
d6 c¢6 dau xwong va hanh xuong. Veo cot sdng, loan san khép hang, trat
chom quay, thoai hoa khép, tat chi nho, cbt hoa dau xuong mudn, rong
phan hanh xwong cua xuong éng, long 1éo khép, gl veo cot sdng va ban
chén khoco.

1990 Spine deformity in spondyloepimetaphyseal dysplasia. Winter RB, Bloom BA. JPO
10:535

Spondyloeplphyseal Dysplasia (SED)

Dot bién gien cua collagen loai II. Loai bam sinh di truyén kiéu troi
va gdy ra boi dot bién cua gien ma hoa chudi collagen alpha 1 loai II
trén 12q13.11-q13.2. Cbt hoa ddu xuong mudn, thiéu san moém ring
va mat viing cot séng ¢b C1-C2. Gu veo cot séng, dep ddt séng, coxa
vara, co rut khdp, loan san khép hang, ban chan kho¢o, thoai héa khép,
giam truong lyc, hé ham éch, thoai héa vitreoretinal, diéc than kinh.
Loai khoi phat muodn gy ra boi dot bién trong gen sedlin (SEDL) trén
Xp22.2-p22.1. Con nhidu loai khéc, trong d6 co loai di truyén kiéu lan.

1966 Dysplasia spondyloepiphysaria congenita. Spranger JW, Wiedemann HR. Helv Paediat
Acta 21:598

Spondylometaphyseal Dysplasia

La mot nhoém bénh da dang Thén ddt séng mé rong ra ngoai cuéng song.
Hanh xuong cuia xuong ong rong ra nhu bénh coi xuong. Dot song dep,
gil veo cot song, thiéu san mom rang kém theo mat viing ct song c0
C1-C2, coxa vara. Dya vao sy cham cdt hoa cia cd xuwong dii va miu
chuyen 16m, ¢6 thé chia thanh cic nhém nang, trung binh hodc nhe.

1967 La dysostose spondylo-metaphysaire. Kozlowski K, et al. Presse Med 75:2769

Stickler Syndrome
Con goi 1a bénh 1y di truyén arthro-ophthalmopathy do cac bat thuong &
mit va khop. Det dét séng, git veo cot séng. Gidng Marfan v6i ngon dai,
chom xuong dui ltn vao 6 ¢bi, giam thinh lyc. Mot $6 loai:

Loai | dot bién gien ma hoa chudi collagen alpha 1 loai IT (COL2AL1).

Loai Il dot bién gien md hoéa chudi collagen alpha 1 loai XI
(COL11A1).

Loai lll dot bién trong gen ma hoa chudi collagen alpha 2 loai XI trén
12q13.11-q13.2.

1967 Hereditary progressive arthro-ophthalmopathy. II. Additional observations on vertebral
abnormalities, a hearing defect, and a report of a similar case. Stickler, G. B.; Pugh, D. G.
Mayo Clin. Proc. 42: 495-500, 1967

Streeter Dysplasia
Xem Hoi chimg vong bang 6i.

Taybi Syndrome

Con goi la otopalatodigital syndrome. Do d(‘)t bién gien filamin A
(FLNA) trén Xq28, Xq28. Di tat ngon, veo cot séng, loan san khop hang,
trat chom quay. Thura va dinh cac xuong cd tay. C6 trung tdm c6t hda cho
xuong got phu va trung tim c¢dt hoa thir nhi cho xwong dbt ban 11 & chan,
ban tay va ban chan c6 hinh dang nhu ban chan éch. Loan dudng mong
va cham phat trién tm than nhe.

1962 Generalized skeletal dysplasia with multiple anomalies. Taybi H. Am J Roentgenol Rad
Ther Nucl Med 88:450
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Thrombocytopenia—Absent Radius (TAR) Syndrome

Giam tiéu cdu, bt san xuong quay va ban tay khoco, trat khép hang,
khép géi ban trat va ctng, di tat tim. Phan biét vdi hdi chiing Fanconi boi
su vang mit ciia bénh 1y toan bo tiy xuwong, bénh bach ciu, di tit ngén
tay cai, va thay doi sic t. Thiéu san va dinh cac xwong cd tay, cham phat
trién tam than do xuAt huyét noi so.

1956 Kongenitale hypoplastische Thrombopenie mit Radius-Aplasie, ein Syndrom multipler
Abartungen. Gross H, et al. Neue Oest Z Kinderheilk 1:574

Trichorhinophalangeal Dysplasia

Dot bién ctia protein ngon tay k&m d6 1a mot yéu t phién ma gia dinh
trén 8q24.12. Téc mong, miii hinh 18, tit ngdn ngan véi chom xuwong dét
ng6n hinh noén, veo cot séng, ban chan bet, loan san mong.

1966 Das Tricho-rhino-phalangeal Syndrom. Giedion A. Helv Paediat Acta 21:475

Turner Syndrome

Con goi 12 hoi chimg XO. Nit, tAm voc nho,
loan san tuyén sinh duc vdi cham day thi,
cham phat trién tam than, phu bach huyét,
¢b c6 mang da, nguc dan rong v6i khoang
cach gitra ha1 nim Vu tang, bat thuong &
khuyu va gbi, bao gdm cing tay veo ngoai
va mét virmg khép banh ché-dui, loan san
khép hang, ngén ngén, di tat than va tim.
1938 A syndrome of infantilism, congenital webbed

neck, and cubitus valgus. Turner HH. Endocrinology
23:566

VACTERL Association

Day 1a nhém chit mé rong tir VATER bao gdm: dj tat cot séng (tat nira
dbt séng), bét san hdu mon, di tat tim bao gém cac 16 thong & cac buéng
tim, con 6ng dong mach, t ching Fallot, chuyén vi cac dai dong mach,
10 khi-thue quan, di tat than, niéu dao, bit san than, va cac bét san chi -
bét san xuong quay, ngon tay cai, tit sau ngon, thidu san xwong canh tay,
ndo ung thiy, va veo cot sdng.

1972 The VATER association: vertebral defects, anal atresia, tracheoesophageal fistula

with esophageal atresia, radial dysplasia. Quan, L, Smith, DW. Birth Defects Orig Art Ser
VITI(2):75

Velocardiofacial Syndrome

Dot bién trong T-box 1 (TBX1) trén 22q11.2, ciing gdy ra hoi chimg
DiGeorge. Con goi 1a héi ching Shprintzen. H6 ham &ch, dj tat tim,
guong mat dac bi¢t. Cac triu ching khac bao gém sa sut tri tué, mat
thinh lyc, thm voc thép, giam truong luc, veo cot séng, ban chén khoéo,
tat Sprengel, 16ng 1€o khop, cac ngon dai.

1978 A new syndrome involving cleft palate, cardiac anomalies, typical facies, and learning
disabilities; velo-cardio-facial syndrome. Shprintzen RJ, et al. Cleft Palate J 15:56

Whistling Face Syndrome

Xem Freeman—Sheldon Syndrome.
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