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XLH, X-linked hypophosphatemic rickets; ADHR, autosomal dominant hypophosphatemic rickets;
TIO, tumor-induced osteomalacia; HHRH, hereditary hypophosphatemic rickets with hypercalciuria;
PHEX, phosphate regulating gene with homologies to endopeptidases on the X chromosome;

FGF-23, fibroblast growth factor-23.

2. Unifying hypothesis (12! 2)
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| Dent ¥ (X—linked recessive nephrolithiasis, XL.N) |
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LA 7% oAk AR AR D% ( 2-microglobulin =%), A UALEF
FF9 (42 3R}

2) FRERF A 2, UM 35

3) A3 FAE A Al ez AA3] A

4) BgrZol & thiazide A2 8 &7t gloh
3. G A
B Adlel distele Al o7 vzlelM Mz o8 WHezs Hug vy} glovt A
AsH zsto]l HH ol F QA 3 Aol 9}211 TY A Al 27 st
A& el A=A

13

3 3 Dent Wl W3t ofg] By 2 AAA}

v Dent XRN XLRH FILMWP
Ba=rt 3= n) = o] ete] o} dE

A RAE wh e + + + +
B2 + + + +
A1 5] 5} + + + +
g AA + + + +
A AR + + +

77 + +

(XRN, X-linked recessive nephrolithiasis; XLHR, X-linked hypophosphatemic rickets; FILMWP,

familial idiopathic low molecular weight proteinuria.)
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H 4. Bartter-lke S| LHEAZ 2 FrekA
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Bartter type I Antenatal SLC12A1 BSC1
/infant
type 1I Antenatal KCNJ1 ROMK1
type III Variable CLCNKB CIC-Kb
type IV* Infant BSND Barttin
Gitelman Childhood SLC12A3 TSC
* Bartter syndrome with nerve deafness (BSND)
2. et
Bartter 2373} Gitelman 2372 JAMA 2ol = 49} 2ol
3 5. Bartter ZE Gitelman ZFE2] SlAbAb
Bartter &35+ Gitelman =3+
F4 A A%
e o) 33 Jo}r] o) o} 52 Ael
= =% vl Eg
S = Z/A14 3] 3} (+) (-)
A vt ey Zha
prostaglandin E Z7} A2k
e o} 7] polyhydramnios oligohydramnios
| A4 855 |
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417 %1%] nephrone| vasopressin®] 3te]k Zhg-of] Hk-2-E}x] = 23}
AVPR2 %A} : arginine vasopressin V2 484, AGMA] dA ¢ (90% °]Ae 3=A})
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UAAE  A1AF9] diffuse mesangial sclerosis, Wilms %9F, male pseudohermaphroditism

oo}, A4} gonad, ‘Fo}. streak gonad with female genitalia®-E] 7 =¢] hermaphroditism 5
o}okst Z=A}

2) Frasier S5 @ WT1 44} intron 9 W heterozygous A Ew o] 2 913} splicing ©] A}

HAA)F: FSGS, Wilms £¢F (v]$ =-&), gonadoblastoma (&

Male-to-female sex reversal (female ext genitalia, streak gonads, XY karyotype)
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