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[ABSTRACT] Objective: To report a genetically proven Kennedy disease pedigree in China and to discuss its clinical
presentations, pathological features and molecular mechanism, so as to provide more information on Kennedy disease. Methods :
We conducted a complete survey of the family,including 3 generations and 41 individuals. The proband was given a thorough
clinical examination including CK level, EMG, testosterone level, nerve biopsy,and muscle biopsy. Genomic DNA was extracted
from the peripheral blood; the repeats of CAG in the exon 1 of androgen receptor was amplified by PCR and sequenced directly.
Results: The sequencing result showed that the proband([l[-11) had a CAG repeat of 54) ; one patient ([V-2) had a CAG repeat
of 55; one had a CAG repeat of 54; one presymptomatic individual had a CAG repeat of 54([V-8). There were 3 female carriers
(I1-6,11-3.and [[-15). The CPK and testosterone levels were increased in the proband. EMG revealed neurogenic injury. Nerve
biopsy revealed demylination change in the peripheral nerve and muscle biopsy revealed muscle atrophy originated from nerve.
Conclusion: Kennedy has no characteristic clinical symptoms,and gene diagnosis is the gold standard. The progression of SBMA
is usually much slower compared with those of bulbar atrophy and atrophic lateral sclerosis(ALS).
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KAIEHR . EAHENE, LFBHER. 28H
filt vt EH AR, AR R R R E

L U RS (H L R B SR B, SRR Bk
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LD2 0. 85; HARBR I BE | Bz Bl | — st | T (& i 35 1F
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Y ML TR C-B i 4 IE R . WL B AT DL 2F B
TERYE B HA $ s bf 28 Y5k e 0 L B8 R U L B
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Wi R A A OB EIER . mEFLER 12, 99
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Fig 1 Muscle and nerve biopsy of [[-11 individual under electron microscope

A ': Muscle atrophy originated from nerve,original magnification: X5 000; B, C:Nerve biopsy showing dedemylination change in peripheral nerve,

original magnification: X8 000(B,C)
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Fig 2 Family tree: [V-8 is a presymptomatic individual
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A f A A A A “‘" A ‘41 A |
iy
/ | /! 4 = | / J 1 | | 1

B L TN 2 BB RE v R T ) 8 e B A A i 3R R T
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S, X —Z5 R A I L R 5 A AN RO Y ) T e S
fifi . Lo VEMERCR KRR IR M T R . TE
Tk R I [ MR 3R Sz RO A A R A L B AR
KL fik s B 7

290
G C A

AGCAGCAGCAGC A

tC A GC

LA g

GC A GC A

GC AGCAGCA

GC AGCABCAGCAGCAGTC

I MMMMM

f
A
I
I
[
350
G C A

MMMMMW

3CAGC AGBCAGC AGCAGCAGC AGC A
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Fig 3 CAG repeat in exon 1 of AR gene is 54 for indivdual J[-11
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phy . SMA) , by Yo o (R Bt 52 4% L 3 DL RE IR Ay JBe 4
LKA WUTE T 522 4, UK g AT M B 23 el B 5%
THARAE, MR RA T 3 AL, Horp T [ 247 %2 L
sJLEM L, 715 Kennedy Ji AH % 515 IV 8 B
AEI0] A T AR 48 TC ME R AN BUBE R 5 Kennedy
o RH S, (4) HoAth— L85 9 13 3h D g e R e L



+ 1258 -

O TR RS 2009 4E 11 A L5 30 %

LA WUIA 25 48 AT g i I AR L 205 46 /) i 5% 2k 9 -
3(SCA-3) .Friedreich #5728 (FRDA) , Tay-Sachs
o AR B TR BT IR AN R CAMND , R A B 22
(4 Charot-Marie-Tooth J%) ., (5) dE 5t 1% K 2 T 3%t
(138 Bl Bl 28 25 o 095 45 A M A 05 CFF 6 10L 78 IO ) |
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(26.3E17. DO IEFEAL N (19. 5E£8. O LT
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