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E. MLPA &%

E-001 SHOX MLPA ®%
E-002 CAH MLPA &%
E-003 Y 2B AHHI/K D MLPA BRE

F. MS-MLPA %7
F-001 v /VFu—h AL )T 4 o T REE MS-MLPA BZE
F-002 PWS/AS MS-MLPA BT
F-003 UPD7/UPD14 MS-MLPA 2
F-004 SRS/BWS MS-MLPA R
F-005 GNAS MS-MLPA #BRZE
F-006 TNDM MS-MLPA B2

G. HFERE
G-001 ZEERENETEBRO 2 ©—BMEITE L O F LT

WE4 : E [E-001 SHOX MLPA #Z]

[E-002 CAH MLPA ¥ %)
[E-003 Y Yo iRl R & MLPA HBZE]

iR

MLPA 1%, ¥ —7 AR FISH 72 EOJERIE TP RN EETH > 7o —= 7 v
RPERL BT D a =B (RE - EHE) OBRBISHE LEFIETT,
MLPA L ClE, £7°. ZhEnF—5 > T 28E 7 () 123 L TRRANICH
ATLOBE L2 >0 e —T HWET, Fo, 7R —TliFa == LT T
A ~—IZ X% PCR ¥§iE % vIRBIC T 2 dLEESN A& S, S BT, A¥ vy 77—y —
ro A (VA AFHEIEIELS)) ARA SE D 2T, ERENE L HEEE R RIC R
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HEICHFEINTOET, ENBE RSN T VXA AT 2 207
m—7, TA SRR VERS SR bsh T, @i b7 v —7 2081
MO S, 610, 2= N—PILVHOEH T 7 A ~— T PCREAIE ATV ET, 2
D PCRIZE - T, BArfib7 e —T7 ORI -T-, S EIERE I OHIEE A
NELILET, PCR THEONIZENEIOMEER X 1 (8T & TRINELR->TW
DT, BERKBITIC L > TRIESh D > 7 id, SEICxHE L TnEd, &
7o, E—JmEITE LT e — T (EARE 1K) OFEEERMRL TR £7,
Z DGR, BlaF (exon, Yetafk) DRI - EHELA F b, BERI D2 2 SR Rr FL Y
[ DOERMIH XD Z ERNATREIZ 2R D £9,

[E-001 SHOX MLPA ##5] <TiX. MRC-Hollands £1:?> Salsa MLPA® probemix P018
SHOX kit % IV T, SHOX =7 YV > BRI LN —F8IR D 7 ) b2 & —E & AT
LET,

[E-002 CAH MLPA 45| TiX. MRC-Holland £ Salsa MLPA® probemix P050
CAH kit # VT, e RMERIRNEEE (CAH) FIEDJFINEIRT-TH D CYP21A2,
CYP21AIP, TNXB, ATF6B 81T 7 V> D7 ) ha— AT L £4,

[E-003 Y YLafffiiii )k & MLPA fi#t] TliX, MRC-Holland ££:¢> Salsa MLPA®
probemix P360 Y-chromosome microdeletions kit VT, BHEARLLORK & 725 Y Yeta
K AZF SEID 7 ) b3 & —a T LE 7,

(1) WEFE

RIS HH L7 DNA ZfETICBER LET, Zo&x, 3 20EF _fFE
B FNY T L ZADNAZY 77 LAY L LT, BB L 7,
FREOXy FEHWT, MLPA 72 —T7 %A 7V XA B—va v &EEd, 20
%, TATF—ARGET—ARIE L= b D% PCRIZ K » THIE L £9, 155 7= #aiEwr
FEaXy 7 ) —BRIKENCT7 77 A MENTLET, 777 A Mk, &7
0—T7 D=7 T —HEEHE L, RGP TITNE) T LAY T ANDT —H
IS H 2 LTty SV EERE R L. 2 BT ATV E T,

(2) EBEEROHEERE
JEYEE: DQ (Dosage Quotient, XV 7L U 77 L AV T VO
FTIED ) 73 0.65 LLE 135 LT,
HIZE: DQ A3 0.65 Alifi TR, DQ 2% 1.35 L U =ifi CHEAL

E =TGN
1. Benito-Sanz S, Barroso E, Heine-Sufier D, Hisado-Oliva A, Romanelli V, Rosell J et al.,
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C))

©))

(6)

(7

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.

ERHEICRBRELITO 2 L LT HREMDHEH

BICho A, AREARIBSNRLOTIEH Y TN, BF EOLEME)
5 AREZR R RAICHRAEKIEER 2 I A — WS THEEZITOVE T, £/, BES
A DIRREFEDO R CEAICHE RPN LERGA X, FANTEAS 2 W 2 72X RE7R
RO = LE

BREICET S HE
FRURINAFT B W T2 FES 0 5 60 B3 A LI,

AR ZZEFETDHRTH - Tid, EBRICRIEZT 2 HEREFT DA
HEDEFETH Y A,

BRAR DB, BREARL L UBRIE

PRI - AL HRYLIRAUC OV TH IR L, ARAOH LiIAZ O E B2 1
RBLTL &, JFHIE U CiiE-oMER 2 figrxt g & LE3, S/ DNA &
FENTRIRECI 23, HORMERRS DNA R FIEIC R VT CE RN & RH Y £T0
T, FANCZHRLS ZE0,

[RR DB AT

IS BEAAL ID 50# T AN S RmE 1 AL,

- EDTA-2K (F721% Na) BEKIA 0 £0005

B A R IA EFEE T AR Ea WV,

BLHCE © REHIM 3-5ml F2E

[ D5 A

PRI AR © Oragene - DISCOVER(Z#E  OGR-500, OGR-575%%) 1 ALLE,

HHF Yy MR ZAHOEHERBEY LETOT, FANCTHAS E I,

WL ~ b OB EICRE > TEHRERL T E &0,

BIR DERIFRM:
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BEZ I, Bk (4°C, 3—4 BREE) 701340 (—30°C, 5 H~1 A TF
L, RO HEOMDITHEL T EE, BRI HHEE TORNE < 72
% L DNA HiH IR A KIF Al REME N H D £

(8) WIEDREHEHE
Ei (6) . (7)) EWTRIRIZOWT, FEFER T ARV W T b %
JWAT =LKy 7 2% v | FIRICTARINCHEEL TS EEW, ik HOEH
CREETHZ EEFHIE LETA, KRB OFTH B EOLAIE, ELOE¥EAE
ELTLEE N, RIEEREGHEE TORMMAEL 722 & DNA fhitic B2
FAZTAHEERH 0 £,

9) BREEEERVREDOT NV OTEHEB
BAEREEIL, SRETHEEORZHMA L T2 S, ERTHIAZUTIC

RLET,

44k 1D

AT % B E

PR

BRiRERIREA B

[ e B

AR Al S OV 2

WS 7 ot Y 2 7 R B B RS P

AR AT S

CESNONGNONCNCONG)

(10) BRIKZ ERMBN DEAERERT £ TRE T 5 DICE T
FEEAOBABFLFAL LETA, M0 Lo THEEL BRIEL 255505V
E
TR AR AT RO T, FEOREEABE LR ET,

(1) BREZFEGEDT
IR 5V THRE S NPT CRIAZ IR IR L TS0,

(12) %HEHEHE
ASREED Foll (s R OFRINAE DR 72 &) 12 X DM DR AT S MREN CH
L5EBEHY Z X TEEH A, MEFREZ DNA NELNRWEGEEIZIZ, REEZITY 2
LNTE EHA,
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BES F [F-001 ~VvFuo—bAAL TV T 40 v T BREE
MS-MLPA #7Z]
[F-002 PWS/AS MS-MLPA 7]
[F-003 UPD7/UPD14 MS-MLPA #R%]
[F-004 SRS/BWS MS-MLPA ¥Z]
[F-005 GNAS MS-MLPA %]

[F-006 TNDM MS-MLPA #:%]

iR
MS-MLPA 751X, ¥ —%7 > AR FISH 72 & OERIETIIMR M BN ETH > - H—=
7 RGP AR L I D 3 B L (R - ) ORIISHIE L7 FiET
T I BT, ATFILEEMERESE CToh D Hhal WBEZ N2 5 Z & C, FFED CG BLAIIC
BT DAFIMLIREBEMT 52 N TEET,

MS-MLPA VLTI, 7, ThEh¥ —57 v FeTH8E 7 (Fl) (3 L TR
ICREAT 2 L2 207 0 —72fWVWET, £/, 70 —7 = "—H
NT T A4 =—|ZL D PCREIEZ FIEEICT A @IV A S, S5, A v 77
== VR (A AREEREES) ARG SE 52 LT BTN DR R
RlZ 5 OGS TWET, BB PRSI A TV XA X LT 5 2
OOTR—TX, FATF AV ET, @b — 7 2N
BELOHIER ST, X510, 2= =P LEHEHR T T A ~— T PCR IR ZITWVE
T, TOPCRIZE-T, BB L7 —T ORI, SEIFERE IO
TEWT T 233 B AL E T, PCR T L ZALEALOBIENT 13 1§l = & TR INRAR
S TWDHDT, BRUKEBRNTIC L > THRILES D > 7 uE, BEBICHE L TV E
T, Fio, B mELE b n—7 (RS TER) OFERE KL TEY
F9. TORE., BB (exon, PafR) DOXRK - HESS A F AL, BEM O B%& FAL

B A O EEMICIE X D 2 L N ATREIC 22 0 £,
[F-001 v~ VFua—BAAL TV T 427 BEiE MS-MLPA 2% TiX, MRC-
Holland #1:®> Salsa MLPA® probemix ME034 Multi-locus Imprinting kit Z FiV T, BEEnO
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E N TV T g TRBEMERO T ) Aa v — e A TFARKREEE MY L E
R

[F-002 PWS/AS MS-MLPA #i# ] TiZ. MRC-Holland ¢ Salsa MLPA®
probemix ME028 PWS/AS kit % FV T, Prader-Willi JEERER K T Angelman JiE BEHE DR
BEMEED 7 ) Lo v —E A F AR T L £ 7,

[F-003 UPD7/UPD14 MS-MLPA #i#| Ti, MRC-Holland #£0> Salsa MLPA®
probemix ME032 UPD7/UPD14 kit Z H\ T, 7 HFGAMK Lo a & —5E 71T A F AR
W & K &3 % Silver-Russell JEM#E, Kagami-Ogata JEERE, Temple JEERED K B ET:
FEIL DT ) Ao — e A TFALREZ T L E T,

[F-004 SRS/BWS MS-MLPA ##] TiX, MRC-Holland #:¢> Salsa MLPA®
probemix ME030 SRS/BWS kit Z VT, 11pl5 fEIKD 2 B —#F 721X XA F AL B =R
& 9% Silver-Russell JEFEREF L O Beckwith-Wiedemann JiE R D & BB E L GEIE D 7/
Lav—e AF A RIREBZ T L £,

[F-005 GNAS MS-MLPA #i#f| Ti%, MRC-Holland #£:¢> Salsa MLPA®
probemix ME031 GNAS Imprinting kit Z JV T, {4PER] B R IREERE R FE O 7K BB L6E
D7 oy —E A FIARIRIEEZRIT L 7,

[F-006 TNDM MS-MLPA ¥i#f| Tl%, MRC-Holland #1:¢> Salsa MLPA®
probemix ME033 TNDM kit & VT, #4: i —i@ MM IRIR OB B ELEE D 7 ) Aoy
—E & AF ALK Z T L E T,

1) ®EFHE

KA SHH L72 DNA ZfENTICER LET, o0& X, 3 DDIER I “fEHK)
VINY T L ADNARY 7y LR E LT, RIFRCEAT LT,

FEOF Y FEHWT, MS-MLPA 72 —7 2 A 7Y XA BP— g L SHET,
NATYVEAR—V a3 URIEEBEE L, — IO % Hhal I X 2 HlBREE SR LR &
Mz, EBITPCRICEVIEL, BON-HERA 22Xy T ) —EBXKEITY 77
AV NMENLES, 777 A0 Mghte, K7 vn—T7 08— 7 — 2 ZFHE L, %f
G TNE) T LRIV OT —F T D & TR Y U AR R
L., =¥ 217\ £ 9, & 512, Hhal RAHESS X O Hhal LBLEH O & — 27 5 —
A EEH L, A F L2t O E T,

Q) HBEKUOHEELAE
o BT - BRUMEER L ONIEIZLL T oMY T,
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JEYEE: DQ (Dosage Quotient, XV 7L U 77 L AV T VO
FIOVED L) 7 0.65 L 1.35L0F,
HTE: DQO.65 Ajifi TR, DQ1.35 LV @i CEME,

A FOACTENT « FYEE R L OME L T o@ Y ¢,

SLUEME © Hhal ARMERFS KOV Hhal AABRPEM) O 7 F v E 0.4 LUk, 0.6 LT,

HE : Hhal ARALPEFS O Hhal ALBEFEY) D > 77 Vb 0.4 K TIR A FL1E, 0.6
£V &l TR A F b,

R - IEWHIRS & A TF UL RE 263 2Ry (REEEY A Y I— =t
EHIRE) LOFYA 772 EICKVEGHIRATFMEERE 2~ T 56, T
EBWHNZIIBNO T IECTHRESLEIL 2D Z ERHY £7,

B2, TRROBMEDO—EBOMMTENICENT, ZOX IR ENEZY 2
EJx a8

[F-001 ~/VFua—BAA TV T 4 7 BEIE MS-MLPA %
[F-004 SRS/BWS MS-MLPA R4 |

[F-005 GNAS MS-MLPA i |

(25 3CiHK]
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.

() ERMEICRSBRELITO Z & LT HBREMDHH
BICho A, AREARIBSNRLOTIEH Y TN, BFE EOLEME)
5 AREZR R RAICHRAKIEER 2 SIC A — WS THREEZIT OV E T, £/, BES
A DIRREFEDO L CEAICHE RPN LERGA X, FANTEAS 2 W o 72X RE7R
RO = LE

4) BRECETHIHEK
FRURINAPTZ B W T2 RES 0 5 60 B3 A LU,

() AREZFETLIHETH > T, EERICHERTT O WEBRER DA
MEDEFLH Y A,

(6) MREEDEREGRM:, TRIUEAE X URIE
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PRI - A0 ARYRLRFUC OWNTHIZHBI L, ARAOH LIAZO B B2
RBLTL &, JFHIE U Ciji-=oMEg 2 figrxt g & LE3, S/ DNA &
FENTRIBECI 23, HORAEARS DNA R FIEIC K VT CE RN & RH Y £T0
T, FANCZHRLS ZE0,

[RR DB A

IS BEAAL ID 50# T AR S RmE 1ALk,

- EDTA-2K (F721% Na) kLA 0 £000 5

BRMA S IIA EFEE T AR E SV,

BLHCE © REHIM 3-5ml F2E

[ DA

FRELZ 45 : Oragene * DISCOVER(Z!®E OGR-500, OGR-575 %) 1 ALL L,
BHF Yy MR ZAHOEHERBEY LETOT, FANCTHAS E I,

WL ~ b OB EICE > TEHRER L T E &0,

(7) BIEOERESRM
PRI 1T, W (4°C, 3—4 BREE) F7213molk (—30°C, 5 B~1 22HEEE) T
fFL, 2D _GEPITHEEL TS, BRI HRIEE CORMMAE L 7
% & DNA IR AL KT T rRERH 0 5

(8) HRARDIZHSEMF
Bt (6) (7)) ZETCTRRIRICOWT, FEREE T ITHEW 2 W Io kA
JAAFH—AR Y 7 220, FRICTAFICREE L TS, FEAORAC
FET DL aFAIE LETA, RILA ORTHREREOL A, EEOEXHBIEL
LTLIZEW, IR BHITE £ TORFREIAR < 72 5 & DNA fli 2B 2 K
FTAREMED B D E T

9) BREEEERCREDO T NV OTEHEB
AL, YRETHEEORRZHMA L T2 SV, ERDHIAZUTIC
RLET,
44k 1D
AT % B E
PR
BRiRERIREA B
[ e B
AR i S OV S

® e 66 6 @
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@ L’fﬁj] A )] N/ i BT YR L’fﬁgﬁq[:
® FHRFEAHICIE

(10) HR{AZ ERMBE D DEAERENTE THEE 2 DICE T HFH
FEEAOBABIFEFA L LETA, M0 Lo THEEL BREIEL 255505V

£7,
TR BIEZAMATRAR2OT, HEOFEFERBEL 2D £,

(1) BRIEZEGET
IR B\ THRE S NPT CRIAZ IR IR L TS0,

(12) HBEHFIH
ARAGEED HE . (Wt OERMAE DR 7 &) I L DBIROEI DG E T4 mET CHF

ExiB ) Z LT TE LA, MAEATREZ: DNA MG 5N RWIEEITIE, BAEZTT O
ERTEEEA,

BREA : G [G-001 EEFFENELFRD 2 ©—EMTE LA

F NALSERT]

i 7S
MLPA 552 MS-MLPA :1%. > —/4 > AX° FISH 72 F OEkiETIIB NN T H

ST =Ty ) RGP ER LV D 2 B L (KK - HE) ORBICKRS
L7ZFIETT, S 62, MS-MLPA (£ TIE A F AL MERESE CTd % Hhal ALBEZ /N %
% Z & T, FEED CGEANZET B A TFNALIRREZ NI 5 Z LN TE LT,

MLPA 1£5° MS-MLPA I CHWH LD F v MIZIEICHIZ 0 £T03, ToaT b
HIFHITIE L CWA D, RERFRN T a— T REENSmERELZH L Z &
T, Fix OEBOBELFORENATREL 720 £7,

ARETIE, BHE I AOMIECHER ) SRR X5 DNA Z v, BE S AR
FERITIR Uit » S &2 VW Ca B —5EB LOA F KRBT 21TV £, il
AT 5%y bORBEIZOWTIEL, RIBEHRTO ZHRNBMLEIZZRY £9, £/, 7T
IR S 4172 DNA Z -V 7oA S F20i fTRE T35, DNA DR 5 /g i fl
MEnizxy b EoFREEZ BV LT,

ASSN mﬁ%@ﬁu%@ﬁ%’m%?éDNN%%%@%@T%@%MKDNA%@
WA Z I NG, MEICKER D 77 LAY 7o THE 2 SRRV
HTEMBY ET,
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(1) WEFHE

'E. MLPA ## | 3L [F. MS-MLPA 7| & [RIBRIC, ARSI oMER A &l L
72 DNA ZfEH L, HEAERRAS v 2 HWTa B —#EB L OA F U RIRRE 2 fifhT L F
T, ZOEE, 3ZODEFRMEHAF L TFNLY T 7L ADNALZY 7y LRl L
T, [FRFZIEAT L ET,

(2) EEERUHEEYE
o S RAT ¢ FEVEERS L ONIEIXLA T o v T,
FEYEME: DQ (Dosage Quotient, XG> 7Lt U 77 L AT VO 7
FIED ) 73 0.65 LA E 135 LT,
HI7E: DQO.65 Al TR, DQ1.35 XLV ®ifii CEM,

A FOACSENT « BLYEE R X OME L T o@ Y ¢,
FEVEMH : Hhal ARALELFS KO Hhal AABEEEY D> 7L 0.4 LU, 0.6 LT,
HE : Hhal ARALERFS OV Hhal ALBEFEY) O > 7))L b 0.4 i TIR A FL1E, 0.6
£V BfE TR A T,
R EFMIRSE A TFIALRE 2 H T DMlaRs (FEESY MY I— =8
BEIp L) L OFYA Ve EIT XV ESHIR AT IALRE 2R T56 .
EBWHIIB O FETHRENSLEIZ /LD 2 08B0 £7,

() ERMEICRSBRELITO Z & LT HBREMDHH
BICho A, AREARIBSMNRLOTIEH Y TN, BF EOLEME)
5 AREZR R RAICHRAKIEER 2 SIC A — WS THREEZIT OV E T, £/, BES
A DIRREFEDO L CEAICHE RPN LERGA X, FANTEAS 2 W o 72X RE7R
RO = LE

4) BRECETHIHEK
FRURINAPTZ B W T2 RES 0 5 60 B3 A LU,

() AREZFETLIHETH > T, EERICHERTT O WEBRER DA
MEDEFLH Y A,

6)~(11) BEDTEIMEH . FMEBFELIVERIE. Tt
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IR OIS 72 L) LA DOFIE X, [E. MLPA fifs] LY [F. MS-MLPA f#

T ITHETET,

(12) #EF/HH

E.MLPA &%) £ O% [F.MS-MLPA 7] &[RIERIC, ARrBEO S ik R
ME DR &) IC X 2MEOEEDOLAITYREFN CHELBS Z LI TEEH

ho FRAEAIEEZ: DNA DS LI WGEIZIX, BMEEITH) 2N TEEHA,

BREOBH LiAA, BEWabE
BN A DL

[ESEAFIERISEIE N ESLRE I TE e o # —HFJEAT

MAERE LY ¥ —HRAEED

T 154-8567  HUAUAR TH: FH A XK 2-10-1
Tel : 03-3416-0181

E-mail : eisei@ncchd.go.jp.
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UETRRE—E%
No. YETHE Ver. WET A TERRE A
HHAER 1 2022/03/01 | BAJR=ET | TEREEL
2 |1 P4, 74TH 1.1 2023/11/30 | AJR=ET | THEWREEL
2) P8, 23 H

3) P11,2117H

F3) EIFIERIICBEMEZ1TI 2 & & T oMk
EOFH ] ORI T,

(29 EOWEVED O ATRB 2R © Rl |miE L
F9, | — 2% OB ATRERIR D
PUCHRAERIEEM 2 SIS A — o THE L E
T 1 ITEIE,

4) P4, 341TH
5 p9, 141TH

M(7) BIKRDORAASM) ORI T,

[BRE 1%, 4°CD 30°CTIRIEL | — TEREU%
X, Wk (4°C, 3—4 BREE) 3w (—
30C. 5 H~1 mARE) THREFEL) ITELE,
6) P5, 44TH
7) P9, 184TH

[(8) MADIHSAM) DOFEHICIH T,

R O R S 1 L N R e B R S
HiBRL., Tk 6) . (1) Ziz3HiKico
WC, FBIEIFERE C T HE W W26 3
JWATF B —/VR > 7 2% v, FRIC TR
FHELTLLEIN, | IZEIE,

El
i
i
W

3 | 1) PLI7ATH REFEEZO ARG %2 £ 1.2 2025/6/5 THEE A%
Fpal] ~EE,

2) P5, 14TH  [(7) BIKRDORIFESRM) ORI
BWT, TEEEEIL, Wik (4°C, 3—4 AFRED)
FIHEE (—30°C, 5 H~1 »ARRE) O
TRIFL) & [FREUZ1E, HiE (4°C, 3—4 H
FEEE) F 7213 (—30°C, 5 H~1 2> H L)
TRIEL] ITELE,
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PS5, 3-447TH  THHERAFITRET T2 &0, |

% HIl B,
P5,8-94TH [HEIZ AT T3, ZHIE

P10,19 17 H [HHFSRAFITRET T 7280V ) &

HIIER,

P10,23 1TH THHESIEARTI T, ) IR,

N (SN D B




