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Extensive Mongolian Spots Associated with Hunter Syndrome

Eun Young Chun, M.D., Hyoung Sup Kim, M.D., Jin Sung Lee, M.D,*, Min-Geol Lee, M.D.

Department of Dermatology, Department of Pediatrics*,
Yonsei University College of Medicine, Seoul, Korea

We report a case of Hunter syndrome with extensive Mongolian spots. A 4-year-old male baby
presented with asymptomatic, firm, raised, ivory-colored papules and nodules which coalesced to form
ridges in a reticular pattern (pebbling of the skin) and were arranged bilaterally and symmetrically
over the scapulae, and lateral aspects of the thighs. Large Mongolian spots were present over the
back. He has low intelligence, short stature, a protuberant abdomen with hepatosplenomegaly, and
broad hands with clawlike contractures of the distal interphalangeal joints. The result of qualitative
analysis of mucopolysaccharride was positive for the dermatan sulfate and heparan sulfate in the
urine. Massive mucinous materials which stained positively with alcian blue were observed from
collagen fibers throughout the dermis of skin biopsy specimen. Metachromatic granules within
fibroblasts stained with toluidine blue were also seen.

This case is reported for its rarity and the typical skin lesions, the recognition of which may be
helpful in diagnosis and genetic counselling. (Korean J Dermatol 2002;40(7) : 820~824)
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Fig. 1. Coarse facial architecture with saddle nose and
short neck.

Fig. 3. Extensive Mongolian spots on buttock and entire back.
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Fig. 2. Claw hand contracture of both hands.

Fig. 4. Firm skin-colored papules that coalesce to form

reticular pattern on symmetrical area bctween the angle of
scapula.
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Fig. 5. Mucinous deposits are noted throughout dermis
(Alcian blue stain, X 100).
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Fig. 6. Metachromatic granular deposits are noted in the
cytoplasm of fibroblast and between collagen bundles (Tolui-
dine blue stain, < 1,000).

A gk Hunter £33 o1& i #9 HFaodd 3
ZF3 ol tiEFH FP3 vgEAHQA HRolgd =
E¢ vgdol g3dc F2 AR WA ololry
Z0 FA Fe ZAFEC] HAYHE @I o] wW
L AR AYLE Ale], A4, FH, AR, 4
I dE g fFE Ho BEXEo o] FFe FAA
A7z o] YRENLe 2 1009 200 2E JERA
Ha Agsie g Ad2AEE stn £3589 4
FHAA 2R Jepd $ 9l RGA oz PRI
o} alcian blue2 WAEGE& W pH2.59 pHO.S =Fof o
A 478 Hol¥ sulfated acid mucopolysaccharider} % &
5™ toluidine bluei} Giemsa® ¥4 AAfolAE Yol o]
Mo F4HE JYES TEY & Ut x=2wd
23R 43g 2PN ¥ 2 #AHD Fgez B
ol HRNE #FE £ A A¥He BAL F=2
dermatan sulfate$} heparan sulfatec}™, & =3 La
3 B0l &= hyaluronidase * 2] % alcian blueg Al FAlo
42A ¥ &= hyaluronic acid® ®o] A= Ed Sao %
Hunter FF7 #ate]l A HA{olARXZE widde& o
dermatan sulfate ¥t o}vi2} hyaluronic acid%® tT}heko] )
AgE& 2l Hunter 579 A2 €30} &
TAE T WFH Aol Eell A iduronate-2-sulfatase |
& &3 Foy ol dy clidHm A oy
Prystowsky 5'& golo] AR =& FAgH 99
R &A= dAEe] AARge AAge] EA]
W oBAY & glvn gk oldd EAH nREA
I 22 A LA, & €9 =ToA toluidine blued A
d el AY, WA T HAA &3 JtE, FAd F
ANY, dAF ez FARF, AeAd, v REY, A
Hd 58 Heln 7l&go] & w 2] =gFo] 2

—822 —



Hed - 994
4 stk

Hunter Z3F73 7Zdsiold d¥o 2y Huler T5F
o} 9lt}. Hurler %l?'-{f'o ztak Eelo] glon} £ A9

AR glon, Ao s B 48 24 Y
ol 3lm ?J"J@S’.EE A8 A3E HAskA @ 29 o

WA sulfatase 23, A4 gangliosidosis, mannosidosis,
mucolipidosis9} Kniest %7 Fx 7 slaior 3ot 18
L olE A e A8y Facvdde wdel gley
EQAH i F& BEY S k. Golold 27
Ao mucin HFHol e FHEC] HASH Fole
BB A o Z(Infantile mucinosis) & ZHEdladol F}. 27
b gole] HRHAFTL ZAFH R uFo HAH
g Hel £ slovt dHoR o =i ejan ¢
FHor FAWEE B0 F2 &850l EEAFH
Ao widshy, WAMAEH M FRHAHCEF
(d}’SOSlOSiS)"] #AYA gerhe dAA zEd & Ag”
YA e F2 ofAol} ZEjdiAlet H EgloA # e
9} ol #aEE A A Ry e delth F
2 g5ez vehys A $ AEEY gsta A
Adrie AR 24HE 5 & JixY. FHYS B
vbg g HAdA dialelite] BWrEe] yehd 4 gtk o]
GMI type 1 gangliosidosis®} Fwtg Ze)'"*7} glom H=
obzo ] EutE Z# e Hurter 233 '“"'%3} Hunter
FF2%] glrh ol g Fut FAtel tiste] Mendez %
& ojzlo] £de] YA} oh e} Elo} G LAl A
2hdolA| 3o o] o] UH*}C’]"“’E Q18] HaEE B3|
«lﬁﬂ Wl AV A= 7] dfolztn AAlsk -
og:“ _:;;_\;}a-ﬂ] ;‘g_}z}Z:o}] a}}w@ o]A(};_q hﬂ-/\}k]
273 g7 AW FaogdEe 44 AN &
274 B9k aelm AR AAS AR gRax
W wag AR go] P & olFo HFAH
ZAg Bolow sf Ay &4 A A4 Y
Aol Az AfobMEH oldMHE wE FHHol
#x Hunter 5% oA Jehvdes &5 wde o
233 trv FF78, AeAd, HHEE
F2l Feol vl "ol 7bg WA JEpd 5
of Z7] g A8 SAH AR YR of
of FH £ A-EEC] YAYUE AWE A
, B, AN, 2T dERY SR Fd o
’:‘o"-‘i‘\’l BYXE Holy IARHHEE FAE= Aol K
gl o] doz AREE 44 HoldH BT Favky
<& FHhg Hunter S3 1d4E H@3tn =F d& A8
Hol ¢ na# # Easte wlojrt

I

L_
&) 23
~

ok

0

b

A
Ol
, A
71 o
LR
. Aot

208 M off B it ox
}')‘1 HU o [ _E‘

Lk

— 823 —

colg o L BENE BandE

10.

11.

12.

13.

AN

=98l Hunter S

= U

. Hunter C. A rare disease in two brothers. Proc R Soc

Med 1917;10:104-116

. Whitley CB. The mucopolysaccharidoses, In: Beighton P,

editor. McKusick’s heritable disorders of connective tissue.
5th ed. St Louis (MO):Mosby-Year Book, 1993:367-499

. Young ID, Harper PS, Archer IM, Newcombe RG. A

clinical and genetic study of Hunter's syndrome. J Med
Genet 1982;19:401-407

. Prystowsky SD, Maumenee IH, Freeman RG, Herndon

JH Jr, Harrod MJ. A cutaneous marker in the Hunter
syndrome. a report of four cases. Arch Dermatol 1977;
113:602-605

Hde, AU
Hunter& 3 7 14, )57

54HQ Wradg
1994;32:1090-1094

Hel

. Sapadin AN, Friedman IS. Extensive Mongolian spots

associated with Hunter syndrome. J] Am Acad Dermatol
1998;39:1013-1015

. Freeman RG. A pathological basis for the cutaneous

papules of mucopolysaccharidosis II(The Hunter syndrome).
J Cutan Pathol 1977;4:318-328

. Sato M, Yokoyam Y, Higuchi T. A case of mucopoly-

saccharidosis 11 (Hunter syndrome).
1995,105:841-846

Jpn ] Dermatol

. Vaughan VC, Mckay RIJ, Behrman RE. Disorders of

mucopolysaccharide metabolism. In Textbook of Pediatrics.
13th ed. Philadelphia : W.B.Saunders, 1986:323-328
Podda M, Rongioletti F, Greiner D, Milbradt R, Rebora
A, Kaufmann R, et al. Cutaneous mucinosis of infancy:is
it a real entity or the paediatric form of lichen myxoe-
dematosus{papular mucinosis)? Br ] Dermatol 2001;144:
590-593

Weissbluth M, Esterly NB, Caro WA. Report of an
infant with GM1 gangliosidosis type 1 and extensive and
unusual Mongolian spots. Br J Dermatol 1981;104:195-
200

Selsor LC, Lesher JL. Hyperpigmented macules and
patches in a patient with GMI1 type 1 gangliosidosis. J
Am Acad Dermatol 1989:20:878-882

Pinto LIB, Ricachnevski N, Paskulin GA, Mendez
HMM. Extensive Mongolian spots and inborn errors of
metabolism. Am J Hum Genet 1990;49:156



o o] R 2 a3l A] o A40R A7E 2002

14. Gonzalez M, Arias S, Rolo M, Quero J, Gonzalez N,

15.

Manchas mongolicas extensas y el fenotipo de la muco-
polisacaridosis IH(MPS IH), meustran asociacion absoluta
en dos poblaciones venezolanas ‘independientes’. Braz J
Genet 1992;15(supp 2):5190

Mendez HM, Pinto LI, Paskulin GA, Ricachnevsky N.
Is there a relationship between inbom errors of metabo-
lism and extensive Mongolian spots? Am J Med Genet

~824 —

1993:;47:456-457

16. Grant BP, Beard J§, de Castro F, Guiglia MC, Hall
BD. Extensive Mongolian spots in an infant with Hurler
syndrome. Arch Dermatol 1998;134:108-109

17. Demitsu T, Kakurai M, Okubo Y, Shibayama C, Kikuchi
Y, Mori Y, et al. Skin eruption as the presenting sign
of Hunter syndrome IIB. Clin Exp Dermatol 1999;24:
179-182



	3: 
	4: 
	1: 
	2: 


