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ABSTRACT Objective: To make the presymptomatic diagnose on the Hans in Heilongjiang province with the microsatellite DNA
makers tightly linked with PKD1gene. Methods: The microsatellite DNA makers tightly linked to PKD1 gene were amplified by PCR.
Polyacrylamidegel electrophoresis (PAGE), silver staining and Gene linkage analysis were performed. Results: One individual from strip
1 was diagnosed as PKD1 mutation carrier who was in the pre-stage of cyst. Conclusion: Early diagnosis with united- application of mul-
ti-microsatellite DNA makers are active, quick and accurate after linked analysis
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Fig.1 CW4's PCR productions in gelose horizontal strip electrophoresis
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Fig.2 CW4's PCR productions in polyacrylamide gel vertical
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Fig.3 Stirp of genealogy 1 Square-Male, Rotundity-Female,
White-Healthy, Black-Patient
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Fig.4 Stirp of genealogy 2 Square-Male, Rotundity-Female,
White-Healthy, Black-Patient
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Fig. 5 Stirp of genealogy 3: Square-Male, Rotundity-Female,
White-Healthy, Black-Patient

3
ADPKD
ol
ADPKD 5
STR RFLP STR
oy _
STR 2~7
DNA (microsatellite
DNA)M,
0] PKD1  PKD2
DNA (KG8.SM6,
CW2 . CW4 AC2.5,D4S423 D4S1534 . D4S1563)"4  STR
(1) ; (STR
PCR PCR
. o )]
2) STR 5 PCR
DNA
o DNA  ADPKD
0] 1
PIC DNA KG8.CW4, AC25, 2
KG8 . (2)ADPKD
ADPKD
&) @ ®) ADPKD
RFLP 85%~90%
ADPKD PKDI PKD2
15161 ADPKD 3 i
PKD3 s PKDI1
PKD2 o
KG8.CW4 AC2.5 7
ADPKD o 7 PKDI1
o ADPKD
ADPKD . ADPKD
4
1) KG8.,AC2.5.CW4  ADPKD
2) ADPKD
(References)

[1] Harris PC, Torres VE. Polycystic kidney disease [J].Annu Rev Med.
2009,60:321-337



+ 3452 .

www.shengwuyixue.com Progressin Modern Biomedicine Volll NO.18 SEP.2011

[2] Gabow PA, Polycystic kidney disease:Clues to pathogenesis[J].Kidney
Int, 1991,40(6):989-996

[3] Gabow PA, Johnson AM, Kaehny WD, et al. Factos affecting the pro-
gression of renal disease in autosomal dominant polycystic kidney
disease [J].Kidney Int,1992,41(5):1311-1319

[4] Mangos S, Lam PY, Zhao A. The ADPKD genes pkdla/b and pkd2
regulate extracellular matrix formation [J]. Dis Model Mech, 2010, 3
(5-6):354-365

[5] Torres MJ, Rodri guez PJC, Herna ndez SCR. Molecular diagnosis
of adult dominant polycystic kidney disease in the Canary Islands[J] .
Nefrologia, 2006,26(6):666-672

[6] Ravine D, Gibson RN, Walker RG, et al. Evaluation of ultrasono
graphic diagnostic criteria for autosomal dominant polycystic kidney
disease[J]. Lancet, 1994,343(1 6): 824-827

[7] Tan YC, Blumenfeld J, Rennert H. Autosomal dominant polycystic
kidney disease: Genetics, mutations and microRNAs [C]. Biochim
Biophys Acta, 2011

[8] Peral B, Ward CJ, San Millan JL, et al. Evidence of disequilibrium in
the Spanish polycystic kidney desease population.Am JHum genet[J].
1994,54(5)899-908

[9] Yu CW, Zhang SZ. Recent advances in studies on autosomal dominant
adult polycystic kidney disease[J]. Chinese Journal of Medical Genet-
ics, 2010, 27(4):402-405

[10] Ariza M, Alvarez V, Marin R. A family with a milder from of adult

dominant polycystic kidney disease not linked to the PKDI (16p)or
PKD2 (4q)genes[J]. MedGenet,1997,34(7):587-589

[11] Barua M, Pei Y. Diagnosis of autosomal-dominant polycystic kidney
disease: an integrated approach [C].Semin Nephrol, 2010, 30 (4):
356-365

[12] Harris PC, Rossetti S. Molecular diagnostics for autosomal dominant
polycystic kidney disease[J].Nat Rev Nephrol,2010, 6(4):197-206

[13] Mmochizuki T, Wu G, Hayashi T, et al. PKD2,a gene for polycystic
kidney disease that encodes an integral membrance protein [J].Sci-
ence, 1996,272: 1339-1346

[14] Hateboer N, Veldhuisen B, Peters D, et al. Location of mutations
with in the PKD2 gene influences clinical outcome [J].Kidney Int
2000,57 :1444-1451

[15] Bataille S, Demoulin N, Devuyst O, et al. Association of PKD2
(Polycystin 2) Mutations With Left-Right Laterality Defects [J]. AmJ
Kidney Dis,2011 [Epub ahead of print]

[16] Fick GM, Gabow PA. Hereditary and acquired cystic disease of the
kidney [J].Kidney int, 1994,46(4) :951-964

[17] Ariza M, Alvarez V, Marin R, et al. A family with a Mider form of
autosomal dominant Polycystic kidney not linked to the PKD 1(16p)
or PKD2 (4q)genes[J]. MedGenet,1997,34(7):587-589

[18] Hoefele J, Mayer K, Scholz M, et al. Novel PKD1 and PKD2 muta-
tions in autosomal dominant polycystic kidney disease (ADPKD).

Nephrol Dial Transplant[J]. 2011, 26(7):2181-2188

3468

[10] Boemi M, Simlla C, Fumelli P. Renal disease as a determinant of in-
creased lipoprotein(a) concentrations in diabetic patients[J]. Diabetes
Care,1999,22(12):2033

[11] Clodi M, Oberbauer R, Bodiaj G. Urinay excretion of apolipoprotein
(a)frugments in type 2 diabetes mellitus patient [J]. Metabolism,
2002,48(3):369

[12] Diabets Control and Complications Trial(DCCT) research group. The
effect of intensive treatment of diabetes in the development and pro-
gression of long-term complications in insulin-dependent diabetes
mellitus[J]. New England Journal of Medecine, 1993, 329:977-986

[13] Romano Nosadini. Blood glucose in relation to blood pressure control
as risk factors in the progression of renal damage in type 2 diabetes.
International Congress Series. 2000,1253:295 -299

[14] , s .2

[J1. ,2000,4(21): 263 -265

Hou Xuhong, Wang Jianhua, Feng Pin. The relationship between

blood glucose control and diabetic nephropathy with type 2 diabetes
[J]. Chinese journal of epidemiology, 2000,4 (21): 263-265

[15] s R , 1059 2

[J1. ,2002,9(3):131-135

Teng Xiangyu, Yang Yongnian, Tan Yan, et al.Prevalence of diabetic
nephropathy of 1059 cases with type 2 diabetes and its correlated risk
factors[J]. Chinese journal of diabetes, 2002,9(3):131-135

[16] ; . 1. ,
2003,23(4):263-265
Luo Min;Jia Xiu juan.Management of hypertension in patients with
diabetic nephropathy [J].Basic and clinical medicine, 2003,23 (4):
263-265

[17] Naziwek Siewniak B, Moczulski D, Grzeszczak W .Risk of
macrovascular and microvascular complications in type 2 diabetes:
Results of longitudinal study design [J]. Journal of Diabetes and Its
Complications, 2002, 16: 271-276



