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Abstract

15-year old man patient with renal coloboma syndrome caused by PAX2 mutation
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Renal coloboma syndrome (RCS) is characterized by renal hypoplasia and optic disc coloboma. RCS is an autosomal
dominant inherited disorder caused by PAX2 gene mutations. We report a case of RCS caused by PAX2 gene mutation in a

15—year—-old man. (J Med Life Sci 2015;12(2):69-71)
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o] 1.6 mg/dLE A5Eo] Qo] AFTishg el sobgdst
2 ozjEolt B Y ARE AFRE sasie 1)
2ollA] 48] 4 Y 44 weron], el 2d A Arieta
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137/79 mmHg, A8l 803]/E, T4 203]/8, A
36.4Co|th AlF-2 80.7kg (95WEL}4), 71= 173.8(75-90%
HHT)OME} gy Y el ?‘WOI Ao Htst
Zo] AAIFE g T 3%"“‘4 oFokAl gL 0.2/0.30]¢iT}, ¢F
ﬁ# LERZTS Qoth dAHAeL AP Ak T
I ok WEIL 4 8600/ul, FMA 15.6g/dL, o
223,000/uL, BN AAA 19.3mg/dL, A AFoteld 1.6
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mg/dL, Z< 9.5mg/dL, ¢ 4.3mg/dL, £AF 12.6 mg/dL, YE
& 142mmol/L, Z% 4.3mmol/L, 93= 106mmol/L, =EtAF
25 mmol/L, FH4 6.4g/dL, IHT 3.7g/dL, oFATFEAIOLT]
L7AE R A 18IU/L, gebdobr) 7| -ead 101U/L, 5 WUe
28] 0.4mg/dL, =% 79mg/dL, &% pH 6.5, H|E 1.015, &
chl (+4+4), QH-), QX ET 1-4/3001E, & Thl-To}E]
W H] 2.24, @ Fgole]d A5 €l 3] {3t 71 &
APl A 1gG 853.2mg/dLYANA], 716~1711 mg/dL), IgA
287.5 mg/dL(BAFA], 47~249mg/dL), IgM 173.7mg/dL(AA}
2], 15~188 mg/dL), C3 130 mg/dL(EAA], 90~180mg/dL),
C4 36 mg/dL(YAMA], 10~40 mg/dL), ANCA &4, FANA <&
AJ, ASO 121 TU/mL(EAA], <200 1U/mL) ©]3ich, A3 ch

= 7rds7) 98l At & B2-microglobulin 0.41mg/L (4
AFZ], <0.30 mg/L), & N-acetyl-beta—D—glucosaminidase
5.91 IU/g creatinine(*44#], 0.98~6.91 IU/g creatinine) ©]%}
o A 25T a1 ¥F TEY A7 5 8.7cem, FS
8.3cm & oK oA §lglom, mAsHo] B3t AME
Al & Z2BAA 9] echogenicity’} AW 02 Z7lE]o] gt
AR oM EQIHFig. 2). 4 AMMAl oZHE-2 63.6mL/
min/1.73m' 2 WA stage2el itk o] FRRloA At
PAX2 SHAA HAFOA exon 7oA heterozygous c.754C)T
[p.Arg(CGA)252¥(TGA)IZ} W=l or o] ZAMO|= ofHX]
oAM= AR S eIk, 3).

Figure 1. Fundoscopy showed bilateral enlarged optic
disc where vessels exit from the periphery instead of
the center and a moderate amount of fibroglial tissue
was filling the defect of optic disc.

Figure 2. Kidney ultrasonography demonstrated

bilaterally small-sized kidneys and diffuse increased
renal parenchymal ecogenicity with loss of

corticomedullary differentiation.

Figure 3. Direct sequencing of the PAX2 coding
sequence revealed a heterozygous c.754C)T in exon 7
[p.Arg(CGA)252*(TGA)I.
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ALY, 6 F 5PNA PAX2 §5-75121] exon20llA4] ¢.619 620insG
mutation®] Q13 194 exon3% novel p.Argl04X
mutation®] TAE AT},

TR R O] pAX2 S0l exon 2, 3, 494 WAEE= frame
shift mutationo|t}’, o] Xt} QFeFido] Amgt A=
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RCSE AHMA 45484 Holu, & Z89 7oA
= OMHR|= PAX2 AR A oh, ool B oA
RCS7} 94lEl= a2 Ho|A] egton; §A4 AR g2l
4= glo] 2 FE9 pAX2 EdWols oHURRE FH=ES]
A Ak gt PAX2 EXR0|R QI3 RCSe PAX2 &
AHo]7} germline mosaicism 2-2 sporadic case® WAYSH7| =
3= SARERTAS D le )
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oA £9] AF= FFHLE AL HE = o] R
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AleZo] ohd FE AHolgA(renal hypodysplasia) Soll4]
PAX2 70A= oF T%0ll4 e =R PAX2 EdHols &
BX] oo, T8 AYLSE 23 A 71F0] Aol wgAl
9] 1/3004 HAHY, IYER PAX2 $HA}F oAk Aol
T AL oA ]9 S a3lch RCSQ 50%914 PAX2 E¢Ho]
b A ug® B SHAY ARAFREES Hojus] B4
Agloteld A, Tl A3 S FEERSaA T A7
7h 2o g 2AHARE Aldeh] Boks PAX2 AL A
£ WA Aldsks Aol Fasit,
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