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BREERE
E. MLPA BT

E-001 SHOX MLPA &
E-002 CAH MLPA &%

E-003 Y kiR & MLPA RE

F. MS-MLPA #%&
F-001 v /VFu—hWRA VT4 v TRERE MS-MLPA &
F-002 PWS/AS MS-MLPA %
F-003 UPD7/UPD14 MS-MLPA #Zt
F-004 SRS/BWS MS-MLPA ki
F-005 GNAS MS-MLPA ¥
F-006 TNDM MS-MLPA #Z

G. MrkRE
G-001 &BREMELEBRO 2 ©—BET B XA F LT

BE4 : E [E-001 SHOX MLPA #%)

[E-002 CAH MLPA %]
[E-003 Y fefaikffiflikR L MLPA BRE]

iR

MLPA {£1E, =7 AR FISH 72 EORERETIIME N N#ETH T —x2 7
RPBER L IET D a =B (KK - BEE) OBRBISHIELIEFIETT,
MLPAIETIX, £7. ZFNEhF—F v FET2BE T (IR 13 L CTRERAICHS
BT L2 207 —TEHWET, £, TR —TIFa == LT T
A ~—I2 KL% PCR ¥{iEZ AlREIC T~ H EEY 2 fE A S, S HIiZ, AF vy 77— —
oA (A APEIERERLSY)) ARSI 5 E T, ERENE DEEN R EIC2
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D E2ICEEI SN TV ET, BERBEE RSN, TV XA A LTS 2 2 207
B—7%, TA SRR VESh—AR b ivE T, #EiE Y e — 7 ZEREE T
MOFRES T, S HIC, 2= =P VEER T 7 A ~— T PCRIGIEAITWVE T, Z
DPCRIZE-T, B8t n—T7 DRI o7, SF I E R I OMEIEN
BFFHIET, PCR THEOLNT-ZNENDOHEEN AL 18T L TRI VAR LR > T
DT, BRKEFITIC L > TRILS LD > 7 T 0, SFIRICHE L TWET, £
7o, E— 7 mEITEME G e — T (BAEEFEE) OFEEZ L THY £,
ZORER., BET (exon, JealR) ORK - EESSA T, BEEOZ B2 A AF Y
W DEEMICIRZ D Z ENAJREIZAR Y £77,

'E-001 SHOX MLPA ## | CTl¥, MRC-Hollands #1:¢ Salsa MLPA® probemix P018
SHOX kit & IV T, SHOX =7 ¥ > L BERIT L —fHIk D 7 ) b o B — % fhir
LET,

'E-002 CAH MLPA # 45| Tix. MRC-Holland ¢ Salsa MLPA® probemix P050
CAH kit Z W T, JeRMRIEIRER (CAH) FIEDFINER 1 Th 5 CYP21A2,
CYP21A1P, TNXB, ATF6B {5 =27 YV D7 ) ha B —# &t L £7,

[E-003 Y YRk & MLPA f4%] TiX, MRC-Holland 10 Salsa MLPA®
probemix P360 Y-chromosome microdeletions kit z FV T, BHEALEOJHK & 725 Y Yeta
K AZF fHIk D 7 ) Ao B — a2 R L £ 9,

(1) BREFHE

KM B L7 DNA ZfEATICBER LE T, Zo& &, 3 OOEFR _fFE
Yo TINY 77 L ADNAZRY 77 LAY Al LT, RS L £,
ERROFy FEANWT, MLPA 70— 24 7V XA E—varSEEd, 20
%, A= ARUET—ARL LIz b D% PCRIC L - THIIE L £, 155z il
RaXxy 7 ) —EXKE T 77 AL Mt LES, 777 A0 Migthtc, &7
=7 DOV —7F =2 EEELL, R TNE ) Ty LAY T DT —H
ZHEET 5 2 L THx Y VT MEERE L, o E— BT ATV E T,

(2) EEERUOHEELLE
JLYE(E: DQ (Dosage Quotient, kf&Ho 7L bV 75 L A% S DR 7
FAAED ) 23 0.65 LLE 1.35 LLF,
H]5E: DQ 7% 0.65 A T/, DQ A% 1.35 X V) @l CH A,

(& 3CK]
1. Benito-Sanz S, Barroso E, Heine-Suiier D, Hisado-Oliva A, Romanelli V, Rosell J et al.,
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Clinical and molecular evaluation of SHOX/PAR1 duplications in Leri-Weill
dyschondrosteosis (LWD) and idiopathic short stature (ISS).J Clin Endocrinol Metab.
2011, 96(2):E404—12.

EREREICRAMELITO 2 LT omEMEOHA

FZH Y FH A, AREBERIIBEN RO TIEH D FEAN, B EOLEMEDN
5 AMREZR PR RAICHRAEIKIEER 72 EIZ A — /WIS THREZITWET, £z, BEX
A DRREFEDOHH TERUCH R LERIGEIT, FANSES Z W o720 U Re7R
FR O SHEWZ LET,

REICETSHE
FRARDIARPTZ @ 72 BE S 5 60 B3 H LA,

HEZZFET DHEICH o Tid, RERICHEZAT O FERERT DL
HEDEFELH Y £ A,

BRIEDEIDGEM, BRIERL L UHRIE

BRI - A D HBYRIRIFUC OV THIZHBI L, ARAEDOH LiIAZO BB % i
AL TL &, FHIE U Ciig-omER 2 fiitrxt g & LE3, Ji% sz DNA
FERT ATRE T 23, HORALARSS DNARERUFEIZ K VT CE 202 &b 0 30
T, FHNZ TR 7230,

[RAE I DA

USSR - BEAAL ID Rk 7~ R S tRinE 1AL R,

- EDTA-2K (F721% Na) ki A Y £ &

BB w35 R T T HESEE W,

PREUE: © RAYIM 3-5ml FAE

[MEiE DA

FREUA %+ - Oragene - DISCOVER(! % OGR-500, OGR-575 %) 1ALl E,
BHx Y MR T AHOELEREEY LETOT, FANCTHAS E I,
WAL~ b OB EICRE > TERIRL T 2 &,

BRI DRIFSRM:
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FEHE I, W (4°C, 3—4 ARREE) E7/-134A 6 (—30°C, 5 H~172AE) O
TIRIFL., 72X IEL TL Z3 W, BIAEE S HIE £ TORM A E
<7275 L DNA RIHICTERE L METAREMRH D £, HERAITSRET T2 &
Uy,

(8) MEEDTHSA:
Eie 6 . @) ZWEETRIEICOWT, FERERECIHBEWE R W E A
WWAFE— LRy 7 A% | FIRICTARINCHERE L T E &, BHEIERA T
T HEAOBAIZRETHZ L2FAIE LETR, IROLHE ORI H R EOSHA T,
EGFOEEAERE L LT EIN, BRI HHRIEE TORMARS 25 &
DNA HICER L T RetEnd 0 £,

9) MEEEEZEROBRED T ~)VOFEHER
RAEREIIL., YRETREOHRR LA L TS, ERTEHEEA LTI

ALET,

416 ID

mET HMAHA

PERI

R H A

[ R B

IR Bl 40 M DA S

WAL 7k ) v 7 AN S R E s E

AR EEAE I ]

©® 06006

(10) ®riE% ERBEEED DEAERER £ CRET 2 DICET P/
FHEAOBABEFEZFANE LETHA, HIBIC L > TEBx HEE L 22550350
7
T HRBEZAASTAAR2OT, ELOBERAEE L) £,

(11) ®mEZEEET
B EFREEC B W TR E SN2 CRIR s e TR L T2 &0,

(12) EHIH
TRETBED S (W% ORRINLAE OREE72 £) 12 L A RIEOIER OB AT Y RAETT CF
F2IBY 2 LT TE E8 A, RAETHE DNA NELNANEAITIT. BMEZ{TH 2
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BEAL F [F001 ~AFa—RA VTV T 1 v FREIE
MS-MLPA #:%5]
[F-002 PWS/AS MS-MLPA #%]
[F-003 UPD7/UPD14 MS-MLPA ¥:%]
[F-004 SRS/BWS MS-MLPA #iz]
[F-005 GNAS MS-MLPA k%]

[F-006 TNDM MS-MLPA #%)

LR

MS-MLPA iEix, v —77 v AR FISH 72 EORERIETIIMHBNEECTH > - H—=
7 RGP EUR L TS D A B L (RS - HEE) OIS LIEFIET
T, IBIT, AT EREE Th D Hhal L2 % 5 2 & T, $FED CG FAI
BT AFMEIREE T2 2 LR TEET,

MS-MLPA £ Cix, £9, ZhETh¥—F > M &T 58 (FEk) o3 L ChRER
ISR T A L2 207 a—T72H0WET, £/, 7 e —7 == —%
NT T A ~—|ZL D PCR IR A FTREIC T 5 l@AdS A f5 A &, S 612, A¥ vy 77
== A (VA HEE RS G SE 52 & T, ENENERLR D RN
Rl D IO ITKFF SN TWE T, EBEE BN ANA 7Y A4 X UTpET % 2
SOTa—TX, TA AL VEE S AMeashvE T, Ew LT e — T 2N
B HIERESE, SHIC, 2= X—P LIS~ 7 f ~—CPCRIEA1TV £
T, ZOPCRICE-T, BRHHEF LT —TDRSICH -T2, SESERESOH
IEWT R 235 S AL E 9, PCR TR OLNI-Z N EHOHEIEK I 1 fHlk & TR SRR
STWNDHDOT, BRIKETIZ L > TRIESND > 7 Fuid, BEEICkHE LTV E
T Fe. B2 mTER LY r—7 EOEE TR OFEEEZ KL TEY
F9, ZORE. BET (exon, Jealk) OXK - EESSA T, BEEOE A AL
FRRIZDDEREMICIEZ D T ERAREIC /20 £77,
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[F-001 ~/VvFua—hAA T YT 00 7 BEIE MS-MLPA % | TiX, MRC-
Holland %L Salsa MLPA® probemix ME034 Multi-locus Imprinting kit 2 FH\ T, BEEID
b TY T g VTRBELERO S ) Lo — s A T ALIRRE A T L £
R

[F-002 PWS/AS MS-MLPA fi#| TiX, MRC-Holland #1:> Salsa MLPA®
probemix ME028 PWS/AS kit % T, Prader-Willi JEERE S & O Angelman JEBERE DR
BELMEIRO T ) Lo v —%l A FVALIRREZ fiRhr L £,

[F-003 UPD7/UPD14 MS-MLPA f##:] TiZ, MRC-Holland #1:0> Salsa MLPA®
probemix ME032 UPD7/UPD14 kit W\ T, 7 FQAR Lo a B —HE 21T A F (b
W & JFUK & 3% Silver-Russell JEfRE, Kagami-Ogata JEfERE, Temple SEMERE DK B EH(E
IR DT ) har—8E AT ABIREZ T L5,

[F-004 SRS/BWS MS-MLPA 4| TiX., MRC-Holland #1:> Salsa MLPA®
probemix ME030 SRS/BWS kit % iV T, 11p15 fEIK D = &% F 7213 A F /AL R % R
&9 % Silver-Russell SEfEREF L O Beckwith-Wiedemann JE R D ¥ B EARFEI D & 2
Lav—# e AFACRREZ T L £ 9,

[F-005 GNAS MS-MLPA f##t] i, MRC-Holland #1:¢> Salsa MLPA®
probemix ME031 GNAS Imprinting kit % FIVN T, {4 VEE] IR B RE IR T IE O3 R BT
WD sa =l A FARIREEZfiRHT L 5,

[F-006 TNDM MS-MLPA f##t| TiX, MRC-Holland #1:> Salsa MLPA®
probemix ME033 TNDM kit z FHVC, HrE R — i@ PR R R O B TR O 7 L=
—H b A TFIARRE A fRHT L £ 5,

(1) WEGE

KEEMA HHH L7z DNA ZfEFTICHEH LET, D& &, 3 2DER R ZfEHAY
YINY Ty LUADNAE Y 7y L AL LT, RIRRCHNT L E T,

FHEOF Y REFAWT, MS-MLPA 7 —7 52 A 7V XA B — g v SHFET,
WA TV EA B =g URONERM ZES L, — 7O Hhal 12 & 2 il REE R ALPE &
MMz, EHIZPCRICEVIIEL, BFoNTHEE 22Xy 7 U —EBXIKkEIT7 77
AV METLET, 777 A2 Mthitk, &7 v—T70—7 7 —2 2 F8E L, xt
G TINEN T 7 LR TN DT —F BT D T L TR Y 7 U E A R
L., aB—Hfr 21TV Ed, & 512, Hhal R X O Hhal JLBEH O ©— 7 5 —
ZIER L, AT AT 2170 E T,

(2) EEEROHIELEYE



o EIL B EEME T X — WEHEHS 12-S08 o
° 2 1.1k
|il W30
BEENE BRFEMBE 2022/12/1 Page

o B —HRAT - FEEE R L OISR T o@ v T,
FEYE(E: DQ (Dosage Quotient, &> 7Lt 77 LAY T IO T J
FAAED ) 23 0.65 LLLE 1.35 LLF,
)7 DQO.65 Aifi T, DQL.35 X V) mifii THHEL

A FIACSENT © FEHEERS L OEIILL Fo@ Y T,

FEMEME ¢ Hhal ARALFRRS KO Hhal JLBREE O > 7L 0.4 L, 0.6 LLF,

HE : Hhal RS X OV Hhal JLEFEY) O > 7 F Vb 0.4 i TIR A F 41k, 0.6
£V & TR A F ok,

R IERHRRY & A TFIALRE 26T 2MaRs] (FBEY A Y I— ¢
BRI E) LOEFA 772 LI L ISR A T LR 2T 56,
EZWNIIR O FIETCHBRENLBEILRDZ Enb Y £7,

B2, TRROBREO—EOMITEAICBNT, 20X NIV 2
£

[F-001 ~VvFua—hAAf TV T 407 REIE MS-MLPA i
[F-004 SRS/BWS MS-MLPA %

[F-005 GNAS MS-MLPA Fif |

(&3 3R]
1. Procter M, Chou LS, Tang W, Jama M, Mao R. Molecular Diagnosis of Prader-Willi and
Angelman Syndromes by Methylation-Specific Melting Analysis and Methylation-Specific
Multiplex Ligation-Dependent Probe Amplification. Clin Chem, 2006, 52(7):1276—1283.

(3) EFMEICRAMELITO Z L LT SREMEOHE
FZH Y EHA, AREBRIIRENLLOTIESH Y FHAN, IR EOLEMEN
5 AHEZR IR Y RAICHRAKIEER 2 SIC A — WS TG ZITVE T, £/, BES
A DIRREFE DO CERUCH LD LERIGEIT, FANSES Z W2 72T X REZR
FRY e LET,

(4) REICETHIHEE
FRARDIAFTZ Ji W T2 RE 0> B 60 2 35 B LA,

(6) HIEZZFLT LA H > Tid, RERICHEZIT 5 HEREF DL
REDEFLH Y £ A,



EBEERMT L 2 — X E#FS 12-S08 e
° : & 11AR
|ﬁl HZRT
BWEZENE EAREBA 2022/12/1 Page

(6) MRIRDOEESGEM, BERASRL L URIE
BRI - A D H AR OWTHITHBI L, RRADOH LiIAL O B2
RLTLEE Y, FAIE U TMR-OmER & fiffr kg & LET, i Sz DNA b
FEHT ATRE T 28, HORALARSS DNARRUFIEIC K VT CE 202 & nb v 30
T, FHOCTHHELTZ S0,
[ERY I D5 AT
BHAS  EAL D RE T VI SR 1AL L,
- EDTA-2K (7213 Na) FERIA 0 i i
BRIMAZSIBEREEATIHESZI VY,
PREE - RAY I 3-5ml 2
[MEiE DA
PRIRZS 4R : Oragene - DISCOVER(f!# OGR-500, OGR-575 %) 1AL I,
BHRF >y bR ZAHOBABEY LETOT, FANCTHKLSZE 0,
WERER I~ R OB EICHE > TERELL T 2 &0,

(7) BRIEDORTERE
BREU21T, Wd (4°C, 3—4 HELE) F/-i3msl (—30°C, 5 H~1 22 HFE) CTff
fFL, 2D RGEPTHEE L T EE W, BIREID HHIE £ TORRINRE < 72
% & DNA fHICERE L KIETAMREMEA H 0 £97, USRI T a0,

(8) HRIKDRRMHSM
ERL (B o (7)) ZWIZTREICOWT, FEEEBE T IHEWIZEW oA %
WAF =Ry 7 2% AV, HIRICTARFICHER LTSV, BEIERT T
To REAOBAICHFT D L 2FHE LT, (RBLA O/ A BEOHA,
FELOEFEAEE & LTS, RIS HHE £ TORMAR 22 &
DNA fill IR 4 RAE T TREMES & 0 £,

(9) BREEKEERURAED Z ~)VOFEHHEE
RIS, YRAEFTEE RN ZHEH L TSI, ERTHEEE 2T
~LET,
© EA4LID
O FHETLIBREEA
@ PR
@ FREREUEHA H
@ [EHHERE
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SRS QONTE
O BEIV Y T ERYT HEKERENE
® FHREF AR

(10) BREEZEFRBEI OHEREN E THRET 5 DICET 5 FH
FEEAOBABFEEFAL LETA, HBIC L > TERL BEEL 25BENH Y

ij«o
TR EZMTIAA2OT, HEOEEXHER L2 7,

(11) RERZSESERT
FERBRIC BV TR E SN BT CRIA 2 B E TR LT a0,

(12) ARFH
AN FEED S (HRE T OERILAE DR &) 12 LD RIKDOIK DG AT UMRARN T’

EZIBS ZLIITEEH A, BMAETREZ DNA NELNRWEAICIT, MEZ1TH =
ENRTEEHEA,

BREL : G [G-001 EBBEMBEERO 2 ©—EMFITE LA

F ALHEAT]

RS
MLPA 752 MS-MLPA 1%, o —47 AR FISH 72 P OfEkiE TN NEE T H

ST Ty ) RY AR L VIR D 2 B L (kK - EE) ombicshis
L7eFIETT, S HIT, MS-MLPA VA TIiE A F /WIS MERESE CTd 5 Hhal U %20 2.
5 E T, FEED CCESNZET B AT NMLIRREZ M5 Z LB TE LT,

MLPA J£X° MS-MLPAJETHWOLNLD F v MIZIGIZHIZ D 318, £20ar &
LHIFFRITIEE L T A7, RERRN o —T RN EEnsREREEHWS Z &
T, flix ORBOBRFHMRENIEEL 720 £,

ARRAETIE, BHF S ADMRCIER DR S 5D DNA 2 v, B3 S ADERIK
JERNZIS T % > F 2T a B —HE LA FIURIREEDOIT 21TV E 5,
AT 2%y FOFICON T, BREREETO ZHRAMLEIZRY £9, /2, 7T
IR S 4172 DNA Z W oA S F2Mi rTRE T35, DNA Ok 5 /HkoRg i 1 fl
MEnicxy b L otFRittz BV L ET,

7RE, MIECHER LA OFRRIZ 395 DNA SCRpk 72 515 TR S Au7= DNA % H
WERE A KE S NS E, AN ) 77 LAY T Lo T A SRRV
LZERHY ET,
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(1) BEHIE

'E. MLPA fift] B KO TF. MS-MLPA Fi4] & [AIERIC, A ML-PHERR 2> DAl L
72 DNA ZfEH L, HAERRAS Y M2 AW Ta B —5EB LA F/IRIEZ iR L %
T, ZOLE, 3ODERHR AFHAF TN T LADNAEY 77 LU AL L
T, [FIRFZfRT L £7,

(2) EMEEROMIERELE
o I RAT ¢ RYEE RS O Foo#@ b ¢,
FEYE(E: DQ (Dosage Quotient, &V 7Lt 77 LAY T IO T J
FAED ) 23 0.65 LLLE 1.35 LLT,
] E: DQO.65 A TR, DQL.35 LV Al CHA

A F AN« FVEES L OVHEIXLL FoE Y T,
FLUEME « Hhal SRALELES 3O Hhal AWBREY D> 7V 0.4 BL 1, 0.6 LA,
HE : Hhal RALEER KOV Hhal JLBRRER) D > 7 ) /L b 0.4 il TIK A Fu4k, 0.6
£V @&l TE A F UL,
R ERHRRY & A TFIALRE 26T 2Ry (FBEY A Y I— =¥
BRI E) LOEYA 772 I L 0GR AT MMEERT 27356, ik
EZWNIZIT O FIETHMREDNMLBIC D2 EBnHD 7,

(3) EFMEICRAMELITO Z L LT SREMEOHE
FZH Y EHA, AREBRIIRENLLOTIESH Y FHAN, IR EOLEMEN
5 AHEZR IR Y RAICHRAKIEER 2 SIC A — WS TG ZITVE T, £/, BES
A DIRREFE DO CERUCH R LERIGEIT, FANSESZ W2 72T X RE7R
FRY e LET,

(4) BEIZETSHEK
FRARDIAFTZ Ji W T2 RE 0> B 60 2 35 B LA,

(6) HIEZZFLT LA H > Tid, RERICHEZIT 5 HEREF DL
REDEFLH Y £ A,

(6)~(11) BREDRIMEH . FMBRELVENE. Tt
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BIRDERESA 72 E @) LA O FIH L,  [E. MLPA BifE ] 38 XY [F. MS-MLPA #
B ITHELET,

(12) &#F/FH
[E.MLPA fi#] 35 KT TF.MS-MLPA fif| & [EERIC, RAlbEoFlg ks o
MAE O E) IC X DREOIEROGEITURAEN CEMEZE) Z LT TEEHE
loo FRAZFTREZR DNA NG LR WAL, EZITO 2N TEERE A,

REORBH LiAL, BEWEbE
WAt
ENZAFFERRFEIE N ENLR B AT FE ' o 2 — W 5EaT
bt ¥ —RAEN

T 154-8567  HURLABHE A XKk 2-10-1

Tel : 03-3416-0181

E-mail : eisei@ncchd.go.jp.
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TR —EX
No. WETNE Ver. WETH VERE TGR
HBERL 1 2022/03/01 | #AJFEEF | IEERK
1) P4, 717H 1.1 2023/11/30 | MJF=E+ | TEIMEHK
2) P8,23 H

3) P11,2147H

O | DOFERUSF N T,

T 1 ITEIE,
4) P4, 344TH
5 p9, 1417H
F(7) BIRDORAFESM) ORI NT,

6) P5, 41TH
7) P9, 181TH
[(8) MIKDIEMSAM ) DREHEIzH T,

FELTLIEEN, | IEE,

[(3) EREBAIC BB E 21T 2 L & oMk

(29 LTS ATREZR R Y AU L
F9, | — (2 EOXLEMNS AIRER R H
BUTHREKHEERT 72 Sl A — VI THRE L E

MEE% 1T, 4CH 5 30°C TR L] — [THRE#
WX, W (4°C. 3—4 AR EImeR (—
30°C. 5 H~1 2 HEE) THRIFL] IZELE,

B S
HIBRL. [k (6) o (7) 2= mikico
WT, AEREEI T T HBE WSV T A R
WAFa—VRy 7 2%, RIS TR

~N | o | o1 b~ W




