% 14 55 9 M P E S RILA R E Vol. 14 No.9
2012 4E9 H Chin J Contemp Pediatr Sep. 2012

2o IRYZ RIS

MYH9 HI G2 A ik 5 Z W AR Fin ik P72 Iy B

L FRRE FMAE FEH ERIE NEA

(BRLABRFEFRE —WEBERILA, RS H% 710061)

3

[ E] B X MYH9 HISCLREIE S R BT I PR AR BUNIA SC B0 5 K 70, 855 H 2 W i 7 i Al
R ik XA MYHO ARRER A AL AR 3 44 83 Je ot 3 1A% 11 A TANA MG A , R PCR §73 \DNA
FLHNFEORPEST MYHO JEHNZAS 30T [ HEAT 100 4 f HREXcs HE R MYHO BEDIARGIN . 255 AP sl 4
P F B M L/ MRRFRIE R, PR A A G PR . S DA 28 PCR-DNA B e Y 72 SE il MYH9
FEINE 30 SHMNE A T IE /A B SRR %KL T2 GAC G2 1424 (1R ABE (D) 780 AAC iy
RAEGIR(N) B DI424N G748 o G2 2 JAE A 45 e il & A IRl B % T 2 3R N AR ALK 3R 41 100 44 fit RS IR
REBXFIRAS . B MYHO HIRLE S AL I KRR A —. MYHO BE[N R AR % Z5 A AR 9 70 T K Ll
D1424N S48 I [ N R B 08 5 18 72 . MYHO HH 5G 2545 ik 19 1 0392 Wi A7 80 58 2% ) A A0 R SC A6 2 19 - 30
TP, [REZHRILARE,2012,14(9) :678 — 682 ]

[X # i8] MYH9 HICZRGAE; MYHO S5 548 5 JL#

[ESSES] R596.1 [ Hi#RiIREE] A [XEHS] 1008 -8830(2012)09 - 0678 - 05

Clinical manifestations and gene mutations of a Chinese family with MYH9-related
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Abstract: Objective To explore the method for early diagnosis and pathogenesis of MYH9-related syndrome through
analysis of the clinical manifestation and gene mutation of a Chinese family with MYH9-related syndrome. Methods Peripheral
blood samples were collected from a three-generation Chinese family with MYH9-relatedsyndrome (11 individuals,
including 3 patients) and 100 healthy individuals. Polymerase chain reaction (PCR) amplification and direct sequencing of
DNA were performed to analyze mutations of MYH9 gene. Results Thrombocytopenia, increased volume of platelet, and
granulocyte inclusion bodies were found in the patients with MYH9-related syndrome via a peripheral blood test. A
missense mutation of a base pair (G—A) in exon 30 was revealed by PCR amplification and direct sequencing of MYH9 of
the proband. That lead to Asp-Asn substitution at position 1424 (D1424N mutation). The mutation was the same as in
other patients with MYHO-related syndrome. It was not found in healthy people from the Chinese family or in the other 100
healthy individuals. Conclusions Patients with MYH9-related syndrome show diverse symptoms. Mutation of MYH9 gene
may be the molecular mechanism of MYH9-related syndrome, and D1424N mutation of MYH9 has not been reported in
Chinese people. Early diagnosis of MYH9-related syndrome can be carried out by investigating family history and making
early examinations. [ Chin J Contemp Pediatr, 2012, 14(9) :678 —682 ]
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M, 7€ ABL 25w A7) 9700PCR Y L4734, PCR S )
KRR :50 pL SR ZR A3 DNA £tk 2 WL (kB2
100 ng/ L), E RS 144 2 pL(HKJE 10 mmol/L)
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