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15BAMIZHAE ke $H7=Y 0245 mg % 6-7 @IS T
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Q) FRDREREA. 2 FLLEIZH

o TCHREZICHBIFHELTTSH

dcé,

VEEF. FRIBEREEREH 40cm/

FLULFEIEEERD 1| FRADORERE

ELERE 1| FRHORREEENE
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FEUREF. FRIBEEREAMD 2.0cm

ZEULETHECE BT IFHLUR

X, FRERKREEN 1.0cm FLL

THHCE X2 SR

BITEECELLGNIE

RTEE

BF 156.4cm, XF 1454cm [TEL

f=CE X2Z5 R

BITH(LERERTHR 20 BET)  FHERHEEN

Ri%-H

Helo

1 BRI E kg 247=Y 0.084mg ITRELE-SZ THREEHGL.
MAMBFHAE GEEER) ICBITTHE

BITEE

ERRFEEN 1.0cm/ EXFEITBEHN
B17m. XI5 EITELI=CE

FEAHA (20 R LABE) .

Bk E B 1Y

R%E-RE

BITH,D GH AEE
T H5E

BAIZEHESTHS GH A
BEFRT HI5E

R 52 LERKRER R
UIE IGF-1 EEZ%
DEREMRICIELT
J_E.i BT b, -1
L.1 BHE&LT 1.6mg
FBABLIE,

1 BEEICHARE kg H12Y.
YR hOEY GBI T
Z)&LT 0.042mg & 6~
TEIZH T TR TFISES
T5, BEDERKRAEIRIC
IECT 1 BEEITERE ke
L7-1) 0.084mg =TS
T5. %658, BEELER
FRIER R U MME IGF-1
EEZEOREMRICE
CCEEEET S, =12
L.1 BE&LT16meg %
BARNWIE, X3S

X1 RRERAELSTLWDEEEMREIZIE., AFILIERER . MS-MLPA, 7L A

CGH. FISH &M

X2 BRE.ESRAEEBMNTERPOSE

EFEND (AFILLEREE. MS-MLPA, 7L 4 CGH li\ﬁﬁiﬁﬁﬁfé—fﬁf'bf'ﬁﬂﬁl’i%%&lﬁ PWS
DEWHEENELTCERAEREFICERFNREZERELIGSICRIZE BE) . 7LA
CGH & FISH REIER KB LA EZHTES ., SIS ﬁzﬁe@%ﬁﬁa%é‘—ﬁmfém\ 7:‘ AFILE
HERE MS-MLPA [IXR&E BHERBEESA(VEI— IEZEDETEZH TES, 51T MS-
MLPA (. SNORD116% &L MNAVT) T4 B —T8H% SNURFTSS-DMR & F LV
MR KAS SNURFTSS-DMR DDA DR K (CNLIERREFBELHYSSD) . GHUIT—FE
*Eﬁutm&l&)#%ﬁ|$@4‘/=—%4f49%1ﬁﬂjf€=é(F7’5’5f‘—-rb»ruﬁﬂiﬁ:wtyﬂxﬁ
ARSA4 1SR BAR/NDNRA S bFEER—LR— (http://jspe.uminjp/medical /gui.html) ,

VEERFHEZENERIANE, AERSREZBEMEL
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4. B | (A-4) 1BI. R (B-4) LU gER
5 RIE[(A-5) E—ERREICHLNEX—F 2 |(B-5) E—ERRBICX—FUERENE
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6. D %Tmzji;f: BEMR VUNBRY ow ssmm mame UL SERDR
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(a)(A-1)&, (A-2)~(A-6)D>H 1 IRB F=IX(B-2)~[B-6)D>5 2 IHEMEZY

(b)(B-1é&. (A-2)~(A-6)D>H 2 HE FI=[E(B-2)~(B-6)D>5 3 HAAZH

1 BIRYGERRRE (&, IRGEUVVETEERD. ARG RE. IREE T =, NERAEREMAIZAITTRDIZT
Mo, EVWEHZEZFLEAIEV-EMEN. 5O, MR, BIRFFZHS5EF. £5E
ERREMZIET . EEIROBARICDULTIL, dysmorphology (REEEREZEIF) ICERL-EME
[CEBHENDET, BUL-ERE T MDOKEBERAZH T AENEETHS,

*2 FHEELDERR L. ERIEEEEICSTS R/S LORE MRBIELY QRS K. Z8#RHEL.
EXQK#IET,

(2)BETF B

R—FUEIRBEOK 80%(<HH U7 MSAESND. BRBEASX—F UERE DL
Ba. TR THhNEEAEEOREEZEBT A ENLEL LY,
PTPN11,S0S1,SOS2 RAF1,RITI,NRAS KRAS,LZTRT BInF N RMEX—F UV EEEH D REEEF
BB,

(3) KA HYHI i

BRRAEIRETETL CONISEEZHIRBEDRERZRSMICHILI-S A TREMY 5. X—F VIERE
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=\ T7UrDRHIERICOVTIXEZELG I AL ENSCLHR 2), BRAF [ cardio-facio—cutaneous
FERBEDRREGFTHD. DED BRAFRHINITZURNSHENX—F I ERBORREELD
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PTPN11,RAF1,BRAF
(2) X—FHRE{&EEE : Noonan syndrome-like disorder with loose anagen hair
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(3)X—FHRIEIZEE: Noonan syndrome-like disorder with or without juvenile myelomonocytic
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CBL
(4) CFC fE{&#% (cardio—facio—cutaneous syndrome)
BRAF,MAP2K1,MAP2K2 KRAS
(5)aRTO%EIEEE (Costello syndrome)
HRAS
SE 3k :

1) van der Burgt Orphanet Journal of Rare Diseases 2:4, 2007,
2) Grant AR et al. Human Mutat 39:1485-1493, 2018
3) Sarkozy A, et al. Human Mutat 30(4):695-702, 2009

4) GeneReviews cardiofaciocutaneous syndrome https://www.ncbi.nlm.nih.gov/books/NBK1186/
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RHEFDOI-OEETHS, SOIT HRT [LEOTHL TR EEENFoONGEWMGEEZ(E, BYGEA
[C&EBMTALIRET 5,
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