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in situ hybridization) % DNA x F L {L ik A
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KxiTo7. EBAEMREE2ITRT. HE151
11 - 72 MRI T3 MR E O i 2 8o 72 (X 1).
H i 17 OIRFFZ 28 TR BT HR S IS S5 13780 72
ol BRI ZEHERE (Spinal muscular atrophy ;
SMA) & SMNI #fx¥, SMNZ2 @i 3MAe TR
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#£ 1 B

IMERSE5E Ak R
WBC 14,260 /pl TP 3.7 g/dl ERRBREAZV—=v7 (Him 4 RE%L
RBC 369 x10%/ul  Alb 26 g/dl -7 Ny y— Bk (Hi#29) BEHRL
Hb 139 g/dl T-bil 3.7 mg/dl
Ht 422 % BUN 7.6 mg/dl AR MR
Plt 264 x10"/pul  Cr 054 mg/dl  Yetutk (G 53%k) (H#29) 46XX
AST 51 U/I Yettfk (FISH ) (H#29) SNRPN s R%% L
M3 77 A 5347 (R 1L ALT 12 U/ SMNT #f51 - SMN2 #fst (Hifli64) HH7% L
pH 7.140 LDH 345U/ DM #Bi=T (Hiw64) SR L
pCO, 71.7 Torr CK 528 U/1 DNA * F VALfist (H#64) AFMETI4 <~ —TOREIESD
HCOs~ 23.9 mmol/1 Glu 59 mg/dl
BE — 6.5 mmol/I Na 140 mEq/1 Z DAl
Lac 3.01 mmol/1 K 43 mEq/1  BHEB MRI (H#515) & < BEE o B
Cl 112 mEq/1  [RRFZ%: (H#w17) REHL

CRP <0.05 mg/dl

SNRPN, small nuclear ribonucleoprotein-associated polypeptide N; SMN, survival motor neuron; DM, dystrophia myotonica
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% 2 Pmder-Willi FEWEHRE O EENNC BT 5 RO B BUFEE

ot Bar C, et al® Cizmecioglu FM, et al™  Singh P, et al®  Yang L, et al¥
%] 75V A3y +F UK T A h AR U
(A5 4F) (2017) (2018) (2018) (2020)
SEBI 61 90 355 134

JGE A 27% 82.5% 78% 87.9%

FoKiH% 23% 22.7% 18% 42.6%
A - 23.1% - -

W EY R 67 % 44% 535% 82.8%

HOE 20% 258% 26% 16.4%

R AR - 23.6% 34% 34.3%
SGA 30% 36% - -

HEN s 84% - 95.8% 99.3%

R R 84% 86 % 75% 69.4%
AR 38 H 30 H - -
W H B 18 H 70 H - -

SRR - - 99.7% 98.5%

BN UrRiTA - - 95% 97.8%
RAETRES 98% (16 M) - - -
ANLIFREOWN cpaps  33% (135 H) - - -
[ E P 32% - - -

ABEH %t 32 H 27 H - 17H

SGA, small for gestational age; CPAP, continuous positive air pressure
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A FEMALE PATIENT WITH PRADER-WILLI SYNDROME
DIAGNOSED IN EARLY INFANCY

Akio EBATA™, Masafumi AOKI, Mariko TAKASE,
Yuko SAKURAI Motoichiro SAKURAI and Yoshifusa ABE

Abstract —— The patient was a girl delivered by cesarean section at 36 weeks of gestation. Polyhy-
dramnios was detected in the fetal period, and she had severe muscular hypotonia, a weak cry, and aki-
nesia immediately after delivery. She was treated with non-invasive positive-pressure ventilation, al-
though oxygen was not required. She had feeding problems owing to the absence of a swallowing reflex.
Hence, she required tube feeding. She was a floppy infant, and her symptoms suggested a neuromuscu-
lar disease initially. Although she required mechanical ventilation and tube feeding for a long time, her
hypotonia improved in a time-dependent manner, and it was a clue for suspecting Prader-Willi syndrome
(PWS). In the genetic examination, DNA methylation testing was useful for diagnosis in our patient.
Considering the improvement of hypotonia in a time-dependent manner, a final diagnosis of PWS in early
infancy was made.

Key words: hypotonia, neuromuscular diseases, DNA methylation testing, Prader-Willi syndrome
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