=

1.

BREREBEUGIICET27—F 77V —Th b 0HRE

Lk BRER, BH OB, ABRR, #HEF FHESE, NNE@REE, #ERES

INE COEGEFAEBEBUNETICEAT3RTOREICOWVWT

RKT]—F 27 7IN—TTl, BiTzET HEEFAHEICOWT %17» 7, B2UIN—TICEE L TK
NEEHTETEY, F17L—7I2DO0WTIT, ‘_mﬁ%ﬁ SoncEslY, BE, B27IL—TDHE
I2DOWT, METZ2EDTE TS,

g150—-7

variant

e variantiCXW I 3FMAZBE LT, [BRE| LT ENEZETHD. REORFEICEET 25514,
ERMEEZR] L EET B,

« de novovariant (mutation) (ICXtL TlE, [FAEZLTE| £T5

« mutation: mutation (CX T 2FMAEE LT, | GiE) BRE] £33 &M EYETHD,. mutationll
X, ZENELD LWV NG ZELHEENZ W EICBET S,

« polymorphism: Human Genome Variation Societyld, 7 LI/EEICEHL ST 2 TEEH T, variants
FIBTHZExHERLTEY, polymorphismlE, EERAHAEICA > TETW3S, polymorphism{IXd
ITHRMAEE LTI, FHi-aABEZzEHT, cnEFcBY, BEEfaBEsE L TCouEDT %3]
ELTHRTHIONRL.

g2o0—-7
allele, genotype, pathogenic variant, likely pathogenic variantiZ > W\ Ci&5T%= 9 %



2.

22 7' )L—7 (allele, genotype, pathogenic variant, likely pathogenic variant) IZ2 T D&5t

A. aIIeIed)l*_EEE’JEEIEELO\.\’C

allele D3 IZDWT, Bateson & Saunders @R, The facts of heredity in the light of Mendel’s
discover (1902) T, EL 2B H7- 0 TEERIBERICDOWLT, " the conception of unit characters
existing in antagonistic pairs” & L C, allelomorphs Z#12"&, ZtIZ{tBEL T, homozygote,
heterozygote Z&2& L TL 5,

allele-1x, ¥V vEBEDYA AN Ao-ICHEL, “mutual”, “remprocal” “each other” # & ﬂ?’lﬁ’%%&ﬂﬁﬁ# -
morphld, EEBEDEET, R, EEKRLTWT, IhoziEa Ll ¢, allelomorphs& W5 HENIRE

S N7-. Z D&, alleleld, allelomorph®%E#EsE & L’Cﬁﬁh\%ﬂ%ot’B NVANSY el S S5V (8
“antagonistic pairs” & WO Rk A S, [MWIZL| EWHERAZEREIN-OTlIEhWh RSN, [3F
MEBEF] CWOMBICRTmEHETESINS,

— 57, IREIL, allelelddb » & EWEBRTHWHLNTEY, NHGRI Oweb site DEERAZ NI LT 5.

An allele is one of two or more versions of DNA sequence (a single base or a segment of bases) at a
given genomic location. An individual inherits two alleles, one from each parent, for any given genomic
location where such variation exists. If the two alleles are the same, the individual is homozygous for that
allele. If the alleles are different, the individual is heterozygous.
https://www.genome.gov/genetics-glossary/Allele
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