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WE: wZ2FEMEES DICERT WREAMEZBENTR (PVs) X, SELMEREENERMEENAAE (REEI) F15M
B Sertoli-Leydig 4ifE, @/RET DICERTPVs pyIRREEAMIME [EE2EWEERE (YST) ] BikE, BEZ, HarXEARK
WILEAR B ARIE, FHiRE—F 285 ZIEFNNINRFE YST, 5 DICERT WTSHEFHEFR PV c.901C>T (p.Gln301
Ter) X%, FNFEER (X YST) HARI: ¢.5437G>A, p.E1813K. IBEFHNIFAFIXES DICERT % PVs HBxHIBPE 454
EMENERRE, FINESITHMAE DICERT PVsBYIREREEMMRERAIRIE, FHiTieTXGIFER YST LERIEH1Z10, Lk
IR FRIZ B 7 ¥R BRTE

Kiftin): ORER; DNEEE; EEAMMEMNE; DICERT; BARE

(JJGP. 2022 Jul.;41(4):349-355)

El2. 0B AR FLE, MEERSALLA (A) . CDX2 (B) and SATB2 (C) %P, MAFPRBIIREE,
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Ell. (A) KERTINEMEETEFESNETRAT. (B C) =EEEBRANESANERENSHAKEWK (D) #
RERWEIFREMY PR, BHRRABEERETN, RIUBERNTBAE, (EFMF) HERFEHETRSENEKRATE,
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Z<1. £DICER1EZ MY DN E 4 TH AR AP R IR E
DICER1Zs 4
A 4mhS iy Eaid] WS DNA KT EHRHT iR DICERTNFXE - XE EiZ2i2 HithiE 2
(%)
1. 25357 YST, ERHE 28 c.901C>T p.Q301X ff%Z  DICER1Z4mAIX i = LIPSl
c.5437G> A p.E181K B (Fluidigmili&E)
2.PGCTYS-01  YST 21 c.5125G>A  p.D1709N (A SRiE X an YST AFP3600ug/L; B
(5bEF4R) EAFPITE 4R
3.PGCTYS-02  YST AHAE  ¢.5127T>A p.D1709E (N SRS X un - REEEI2
c.5492G>A  p.W1831X R (JNE-F4H)
4 MTER-01 A A B RG T 18 c.5428G>T  p.D1810Y RE RNase Illb an - pEAAVERSRATR (F R R
Am—NFE ARMIH, IR _ERZ AR
ER, BERRAELR, B
AR, NE, §)
5.T9313 Ra a4 27 c.5428G>T p.D1810Y RIE RNase llla/b (18) Yol 1 SALLARHYEEST 2%
By (YST/ s — R BHI%E, AFPREM
R AR AR T
6.48 BEMEEMEE 9 c.5438A>G  p.E1813G/p. (A RNase llla/b 18 KEEEI2
(TE1E4BRE/YST) + E1788fs*41 LEraE— R
7.BB3141-A2/ XWMPESMRRTH 15 c.5429A>G  p.D1810G/p. (A RNase llla/b s REMARSRRE XMSNEARIE ; L
B3142-B3 AT /T 4RREIE + E1788fs*41 s — R /T RARTR MIPRBMERBIR
FZBIXY
*BF A RVELR PXBYSTR 5.
Tt EE2UR®, RBYSTKS.
¥ B FMARETRFEMLER 7.
AFP, FABRER; YST, DREEE,
(PER B =R HKR)
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