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Marena shikkan jinzo wa nanidesu ka? Kanja, kazoku ya ho teki hogo—-sha no tame no jo ho
shT to
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Shin'ainaru kanja, shin'ainaru kazoku, sono ylbyoritsu wa, sunawachi, shoyo no shiidan no baai no kazu wa, settei sa
reta ikichi o koete inai toki ni marena shikkan ga teigi sa rete imasu. Yoroppade wa, kono shikichi wa, jinkd no 0. 05-
Pasento ni kotei sa re, 1 man-ri-atari 5-rei, sunawachi. Oku no kishd shikkan ga arimasu. Shira rete iru to shindan sa
reta kisho shikkan no kazu wa yaku 7000 kara 8000dearuga, soreha kagaku no shinpo de, tokuni iryo kagaku ya
idenshi kenkyl no shinpo to seichoshita-zudesu. Dakara wareware wa ikutsu ka no byoki ga, Itaria de nan hyaku
man-ri mo no hitobito no, sarani wa siu ju yoroppa no nan hyaku man-ri no hanashide wanai sa rete imasu.
Watashitachi no kuni de Orphanet nettowakuitaria ni yoreba, kisho shikkan to sunde 200 man-ri, soshite 70 pasento
wa, shoni no nenrei no kodomo-tachi ga sa rete imasu. Kisho shikkan no kotonaru shurui ga arimasu: Senten-sei,
kansen-sei, gan, iden-teki, hensei wa.... Shikashi, marena shikkan no daibubun wa, idenshi (subete no kisho shikkan
no yaku 80-pasento)desu. Kisho shikkan wa sore o gakusai-tekina apurochi o hitsuyo to suru igaku-teki jotai o
tsukuri, subete no chiku to jintai shisutemu (shokakikei ya kokyikikei, hifu, shinkei-kei, nado), soshite tokiniha
fukusid no eikyo o ataeru koto ga dekimasu. Hotondo subete no kisho shikkan wa, mansei oyobi muko-ka sa re, eikyo
o uketa kanja wa, oku no baai, umarete kara, subete jibun-tachi no seikatsu o doshutsu shojo ya kon'nan to issho ni
kurasu hitsuyo ga arimasu. Jin shikkan wa, tandoku de, matawa hoka no kikan to no kumiawase de, jinzo ni
eikyowoataeru marena shikkandesu. Hotondo no baai, korera wa, iden-teki shikkandearu to shindan no tame ni,
idenshi kensa wa, shibashiba hitsuyodesu. To sentade wa, marena shikkan ni rikan shita kanja wa, chishiki no
kaihatsu yori tekisetsu katsu kodona iryd o ukeru koto ga dekimasu. Kono shosasshi wa, anata ga kurushinde iru
koto ga dekirukara, byoki ni kansuru joho o teikyo suru yo ni sekkei sa rete imasu. Watashitachi no ishi ya to senta
no subete no sutaffu wa, anata no shitsumon'nikotaeru to, anata ga hitsuyo to shite iru sonochi no nin'i no setsumei
o teikyo suru tame ni anata no shobundesu.
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Iden-sei shikya taisho
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Iden-sei-ito kydtai shikkan wa idenshi ijo ni yotte hikiokosa reru jinshikyGtai no k6z6 to kind no henka o tokucho to
suru shikkan-gundesu. lJinshikyitai jin kozo no rokadeari, sono kind no ijo ga (tanpaku to yoba reru) wa,
tanpakushitsu no sonshitsu oyobi nyo-chi no sekkekkyd (ketsunyo) no tsliro o motarashi emasu. Korera no shikkan
wa, jojoni jin fuzen, demo taminaru ni mukatte shinka sa seru koto ga dekimasu. lden-sei-ito kyQtai shikkan wa,
jinshikyutai no hattatsu to kino ni juyona idenshi no totsuzenhen'i ni yotte hikiokosa remasu. Kyode wa, 30 ijo no
idenshi ga iden-sei-ito kyGtai shikkan no gen'in to shite dotei sa rete imasu. Korera no idenshi no hen'i wa
josenshokutaiytsei (byoki de kataho no oya, byokidearu musuko ni henka shita idenshi no kopi o soshin),
josenshokutairessei (kenkona rydshin no ryoho ga ni henka shita idenshi no kopi o soshin suru yo ni soshin suru koto
ga dekimasu musuko wa sonogo), 2 o jushin suru to, byoki ni narimasu), matawa X rensa (henko sa reta idenshi ga
byoki ni nari, ippantekini kenkona hahaoya, dansei no kodomo, ni yotte soshin sa remasu. Iden-sei shikyttaisho no
shindan wa ketsueki kensa ya nyo ni motodzuite ori, jin seiken wa, tokiniha hitsuyo ni naru koto ga arimasu. Sarani,
idenshi kensa wa byoki no gen'in, shitagatte, yogo to saitekina chiryo-ho o kettei suru tame ni jiyodesu.
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Ito kyutai jin'en wa, jinzo no ito kyutai, jinzo no roka kozo o fukumu jinzdo no ensho-sei shikkan no gundesu. Karera
wa, kyusei, A kylsei matawa mansei jin rinsho shojo wa (ketsunyo, tanpaku nyg, jin fuzen, sarani taminaru) hijo ni
kotonatte okonau koto ga dekimasu. Mata, hoka no zoki (hifu, kansetsu, kokyukikei...) No fuka shojo de sonzai suru
koto ga dekimasu. Ito kyGtai jin'en no koto ga dekimasu. - Hyogen tanri sa reta shikkan (ito kyatai jin'en no puraimari
matawa toppatsusei), tatoeba, yokin no jin-sho immunonoglobuline A - zenshinseishikkan no ichibudearu (tatoeba,
eritematodesu ya ketsukan'en nado) - kansen-sho (rensa kytkin, budo kydkin, uirusu B-gata matawa C gatakan'en)
ni zokuhatsu shimasu ito kyatai jin'en ni kanrendzuke rarete mo yoi jin rinsho shojo wa ika no toridesu. * Jin fuzen
(kyGsei matawa mansei): koketsuatsu: nefuroze shokogun, rinsho shokogun nyo-chl no tanpakushitsu no
sonshitsu ni yotte hikiokosa re, teitanpakukessho (ketsueki-chl no tanpakushitsu no, tokuni arubumin no gensho) ni
yotte tokucho dzuke rareru, shishitsu ijo-shooyobi taieki choryl (fushu): ketsunyo, tokuni hinpan ni kenbikyo-teki
ketsunyo o tsugi no zoaku,-chi, oku no baai, kyoshiteki-ito kydtai jin'en no shindan wa ketsueki kensa, nyo kensa,
oyobi oku no baai, jin seiken o hitsuyo to shimasu. Kono joho wa,-ito kydtai jin'en no samazamana keitai no chiryo
no tame no sairyo no chiryo-ho o kettei suru hitsuyo ga arimasu.
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Josenshokutairessei tahatsuseinohojin (ARPKD) wa shiigo-kan to yoba reru jinzo no k6zo ni noho no kaihatsu ni
yotte tokuchodzuke rareru iden-sei shikkandesu. Noho no hattatsu no kekka, jinzo no saizu no ichijirushii zoka o
kaburimasu. 1Deatte mo kanzo no kan'yo ga tsuneni arimasu. ARPKD wa, 1/ 40, 000 no kodomo-tachi ni eikyo o
atae, marena shikkandesu. Kono shikkan wa, josenshokutairessei yoshiki de soshin sa reru (sunawachi, idenshi no
ryoho no kopt ga henko sa rete iru koto ga hitsuyodearu) to, PKHD 1 yoba reru gen'in idenshi wa, kono idenshi wa
fibrocystin matawa poliduttina to yoba reru tanpakushitsu o kodo suru senshokutai 6-jo ni ichi shimasu. Shussan-go,
jin noho no keisei ni kuwaete, sorera wa ippan-teki oyobi ketsuatsu oyobi nyorokansensho,-ko shibashiba
jutokudesu. Kanzo no kan'yo wa, shojo ya choko nashi ni koka ga kakaru baai ga ari, tankan ya tankan'en no sonzai
no monmyakuatsukoshinsho to kansen-sho ga fukuma remasu. Kan kind wa, tsijo, seijona iji sa remasu. Choonpa
wa tokidoki miete mo, shusseimae ni, tokiori chisana noho de, zoka shita borylmu no jinzo o shimeshimashita. Kan
choonpakensa wa, monmyakuatsukoshinsho no kandsei no aru choko de, tankankakucho o shimeshite imasu. Kanzo



no kan'yo wa, senten-sei kan sen'i-sho o settei shimasu. Jin fuzen wa, shuyona gappeishodeari, makki wa hotondo
15-sai mae ni hassei shimasen. Makki jin fuzen no chiryo wa, toseki ya jinzo ishoku de kosei sa rete imasu.
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Josenshokutaiyisei tahatsuseinohojin (ADPKD) wa, nyo saikan no kaku bubun no noho ni yotte tokuchodzuke rareru
iden-sei shikkandesu. Kore wa, 1/ 1, 000 ylbyoritsu de, tahatsuseinohojin shikkan no mottomo ippantekina
keitaidesu. Dakara, sore wa marena shikkande wa arimasen. Shikashi, kono shikkan wa tsQjo, seijin-ki ni araware,
sarani shitashimi ga aru baai ni wa, sonotame shonide wa maredesu. Chisai wariai wa, 4 bansenshokutai-jo ni ichi
suru PKD 2 idenshi ni henka sa senagara ADPKD no hotondo no kazoku wa, 16 bansenshokutai-jo ni ichi suru PKD 1
idenshi ni hen'i o motte imasu. Eikyo o uketa kodomo-tachi wa, kenbikyd matawa nikugan-teki ketsunyo, ketsuatsu,
nyorokansensho, ishi ya jin fuzen o shimesu koto ga dekimasu. Choonpa wa, zoka shita borylimu no jinzo to okina
noho o shimeshite imasu. Shikkan mo mata, kanzo, suizo, shinzo oyobi kekkan nado no ta no zoki ni hassei suru
rinsho shojo ni yotte tokuchodzuke raremasu. Jin fuzen wa, shuyona gappeishodeari, makki ni wa, tsijo, shoni ni
hassho suru késu ni tsuite mo, seijin-ki ni hassei shimasu. Makki jin fuzen no chiryo wa, toseki ya jinzo ishoku de
kosei sa rete imasu.
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Purimitibu tubulopathies wa saikan to yoba reru jinzé no bubun no dosa no henka o tokucho to suru iden-sei shikkan
no gurdpudesu. Nyo saikan jinzo wa nyo-chi ni jokyo sa reru busshitsu no ryo to shitsu no chosetsu o fukumu oku no
jayona kind o jikko shimasu. Nyo saikan shogai no eikyo wa 0i to san enki heikd oyobi denkai-shitsu, ketsueki-chl no
(natoriumu, kariumu-to)oyobi nyo-chi no shinkokuna henka ga fukuma remasu. Tekisetsu ni chiryo shinakereba
korera no henko wa, tsijo, mansei jin fuzen ni mukatte shinka shite inaiga, kono yona nyoro shikkan nado no ta no
kekka o tomonau koto ga, icho ya seicho no donka. Ko no tame, genshi tubulopathies o motsu kanja wa, karera ga
choki chiryo o yatoushi, sono yukosei o kensho suru tame no tesuto o teikitekini kensa o okonau hitsuyo ga arimasu.
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Jinzo oyobi nyo ro no shussei ijo

SRMEBREZER (Congenital Anomal ies of the Kidney and Urinary
Tract ; CAKUT) (&, BBORERE. FEABEETOMORER RE. B REERICLDIEETH
5, INLDEREL., BREOAHIERZETSHIHEELE. TOMDHFEDAREE (B, BELRLE) 6
THEZENHY FT,

FRMEBRERAEE CAKUT) ICEFNSHEE

- ABECERE. BRERRTEOBROMERE

- BEREBTHRBECLCEETRRE. EREERREE. BRRELRGEDREMEERE
- REBREF T EDREMERE

FERMEBERBERE CAKUD (X, £<ERZESHNILLHY . AERLGEICEZDMDKEEZRET 51
DICHETEN-BRETRRETRACEHEINSGZLNHY FT, -, RBBRPEL EDBRKEKE
EI52L3HYFET. BHEESORHBEREICERTSICEIHYFTT,

FERMEEREEAKEE CAKUD EEICBRBETRICEVZH SN, FI7+0—7 v JICEVWTLEERERE
FRAIRTY, ELICBVUFII T —LBERREEEZL. LELEAREGYET,

KEPBT2ICER LRICE, #aaERe L TEMRECEBENDELLGYETS,

Jinzo to nyoro no senten-sei ijo wa shibashiba CAKUT no kashiramoji (jinzo no eigo senten ijo ya nyoro) no shita de
guripu-ka sa reta kikei no supekutoru o arawashimasu. Korera no kekkan wa, tandoku de, matawa hoka no nyoro
(nyokan, boko) to no kumiawase de, jinzo ni eikyd o ataeru koto ga deki, tandoku de, matawa hoka no kikan no
senten ijo (tatoeba ai, mimi) ni kanren shite hassei suru kanosei ga arimasu. CAKUT wa tsugi no toridesu. - Bateijin
matawa hypodysplasia de, jin keisei fuzen nado no jinzé no ijo, - kono yona heisoku-sei nyokankyosaku pyelo -
kite,(sono yo na —EJRE Pyelo chiku nado) no haisetsu shisutemu no nijika, megaureter senten-seioyobi boko
nyokan gyakuryd nado no nyokan no ijo, - kono yona kobunyodo-ben to shite nyodo no ijo CAKUT wa kanzen ni mu
shoko-seidearu koto ga deki, shitagatte, jin choonpakensa (demo, shusseimae) to giizen ni shindan sa reru ka, sono
yona nyorokansensho nado no rinsho shojo, to teiji shite mo yoidesu. CAKUT no ikutsu ka no keitai wa, tanmatsu
mo, jin fuzen o kettei suru koto ga dekimasu. CAKUT no shindan wa, omoni choonpa nado no gakki no tesuto ni
motodzuite ori, forbappu no tame ni fukaketsuna tstrudesu. Mata, jin shinchigurafi to hainyo cistouretrografia
chosa wa, 6ku no baai, shindan o kanryo suru no ni yayodesu. Makki jin fuzen no chiryo wa, toseki ya jinzo ishoku de
kosei sa rete imasu.
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UMOD, HNF1B, MUCI1, REN: Yogo 'nyo saikan kanshitsu-sei jin shikkan no josenshokutaiylsei' wa,
josenshokutaiylsei to 2tsu no idenshi no izureka de totsuzenhen'i ni yotte hikiokosa to shite soshin suru marena
shikkan no ki o imi shimasu. Rinsho shojo o teisuru koto ga aru korera no shikkan wa, tanri sa reta nyo no ijo kara,
hiroku henka shi, mansei jinzo-byo ya jin fuzen, demo taminaru made no jin n6ho no sonzai. Kuwaete, jakunen



hassho gatatonyobyo (modi wa itta) to tsfd no tokutei no keitai o fukumu hon yobun jin sh6jo, suru koto ga
dekimasu. Shindan wa, ketsueki oyobi nyo kensa, jinzo no choonpakensa ni motodzuite ori, idenshi kensa ni yotte
kakunin suru koto ga dekimasu. Makki jin fuzen no chiryo wa, toseki ya jinzo ishoku de kosei sa rete imasu.



