ELDEXR

(7 /L, DNA, &IoF, #eal)

4/ L. (genome) &I

t OISR, REBHTHNKT S 1 HOZFEINAT
fanZeigoiR L, LEEZRICMELIZMRN S TE TV
. 7Lk, RFECIZe FOBEEREAREREL, &%
7 INE, BNICAFET % DNA, BinFOffhe LT
HEns., AKOEKIE, In A EBTHEO: ITFER
B FICEENS 23 OREIRICHY) ICE& EN 28BN
WTHoh, BETEL hoBEEEREA Qn) &L
THEINZ 2. MIRRENICFETSIMar R
V7NOT /LI bay R 77/ LE LTSN
%. 7 LEMKS % DNA (FAF )RR 1, A
(TF=), T (FIV), G (F7r=>), C bvY)
DAFMEOERENE, VO EGLIEX 7 LA F FIC
THRE N 5. DNA X, 2 ESHAMEZ R OMEWS
TTH5. WHIFEANAEK (278D I
BEODE, BERIRICHETS - 7RE CHITORNIC 2 L T
FAES NS, HIfE ) S REE L, Yk oRiEs &
5.

t hORERE, | RIS 20 23 5, 46 Kb, B
R RTHI 31 BN OBEEMMNEEL, 1 ROR
OARIIEEE TR 1,000 OB A S ENS. b Mils
T ORI 20,000 FFHE TN TWVWED, T /LT
0¥ 7 EAET L 20 R0 L7 BIE T X722 08U
WeE L Cwnign 2,

DNA & RNA

BURTE R Z IRF T %5 DNA G R Z0E A E
HTHBM, RNA FRIGTEICEATEENMEEN KV

— [FHDmE — MREOFER

£V FSIVRGR

EZHbN%. LN ->T, DNAZWKST 2 T74F VU
AR—AIKEKD, DNAZ “ESBAMLEZ L DPT K
D, ELIMEEES. —/70 RNA ZHKT 5 U HA—
ZIF T DX BMEIZ RV, TOXSIC, BEOMED
%% C &T, DNAICHART, —A#TH2 RNADIES
IMEINCA LR G & 0, ROBTEICE AT % R
D.

DNA O#EH#IE, Z“HEHSBANRMNCIEENN, Zh
FNDORX T LAF REBPHI LWL 7 LA F RO &
DEBEINS. DNA GKOER LS T T A< —iSH»
5 DNA HBlDzh DX 7 LA F REBMHETZH, IF
A < —MHd5E, DNA OFFEIN 58 RNA 731 (VR
) ~\DIEEICK > TIESBNS. RNAIZ—ARHTH D,
WD FIHTAF ) R—ATREELVR—RERD Y.

> rSIVRET ®1-1)

DNA DOEEE#HIZ, A vt ¥ —RNA (mRNA)
KHEHEIH (25, AL SHIREI KT N
mRNAICFRE LT 2 /NS LY RY —LIc TR Y
NIEMMESEND @R

BRI FRELEGRR

| B BETES

Rk LOR—BEFOIETS B850 (O—A X, K
D) ICBT S, 1DHZWIE 1 H/HOERT LIVICK-> Tl
CHRRBTHD. HHROKEN (BX UMD X g
) T, HB3EAICBTBMHEADEEE (genotype)
&, 2ADMHAREEK FOENZ ED Bl 7D LI
(allele, XVEART) DEES.

HBHMADEDNA 23— K95 1 DOBEN TR—D7
Lz | i D5EIE R EH#E (homozygous) TH D,
TNHDT LIV ZENFNICERD, 1 DD LIVHEA
BTH25BENT S (heterozygous) TH 5. [HLU
JERLIC Y72 % 2 DDERT LIVIMFEHET 2 EICIEES
AT aEEE (compound heterozygote) & L TKAIE N
. BN X PEURITHAET B EIRFICZERT bz
DFAICE, TOBMGTORAET ST EEZEKL, N\
%5 (hemizygous) &FEHINS.
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BIROEK

| XV IV

B E ARENRTEEEAE, FIC2 DDERIC
XOWRET 5.
O BB T DN E TICHET B0
- WR Gk, 1/ ~22F
- PERMEA X Rtifh L Y Retifk
s hayRUTT L
@ £HAZ dominant (EME GHMD); X7 O7 LILD S
B 1 DOERT LIVORATHELT 5], recessive (£
GBI, 2DDERTLNICK>THETS) 0Eb
5intizs.

| %@ B #ifs: autosomal dominant

NTOESERTHREZRIET 2. TNTOMKRTHE
L, BEBEHIBEBLERTOBZFED (de novo, #HrAze
RERDD). HFREOKICHZERT LIV LT,
BhbEENZEN 1 a¥—0EET (1 DOPRMOIKICTEE
T3) BILEABED, HEHOVWTNAHINTOESAKTH
LA T EBICRIZT SR 1/2 720, RN
L., £EAHBEM (dominant) TH 3 &E, ~NTH
BOKRTHET S L2EKT 2 (= [{18 D-412HD.

| BRE&HHHE (B B autosomal recessive

2DDERT LIV K D EEZRIET 5. REERAGHKE
EEAENTRESEK (38T Y RaTr) &, —iEm
KPS 1 DTOERT LIV EZIHNTED, Wil
BZNENEERT LIVOANTaEShTH 5. Al
&, FERE OO EENA LN, MO MfEEICIE
BOENIEN. AT aEAKRE S LOmENSERT LIV
DT EBITEIRT BRI, REESHE LT 1/4,
FOESE (RRHE) N 12 Ths (=18 D-6121).

| X

X REURICTFET 2 A TOERIC K O RN %
22T 5. PHEOFIERIIBHEDIZ S DEETHSH. B
X Ptk | AUz, 2R LIVERD
PWEIANI TS LR OEEERET 5. —H, ZRT LIV
2 1 DRONT OEGIRO LR, @ IEHRELTOD,
X REERIE DR A=K 0 X E S EREIEE DR
BRRIETHTENDHB. ZRT LIVIE, BEHENSZ
DFTANTOIRITHEEL, BFICEERLEY. N7 oEs
HOLMEN 51X, BRO 12D FE, 120IERE LK
D, LRO12NTuEahkexs (= [ D-8] £
D).

498-16020

AT TIVEIETE

|ZraVFUTR

MIENOI bay RY PICIHES 37 LRIk
9%, T rary U7y /L, T ENLUTRERNED
FEEd % BFRE(E (maternal inheritance) 7”9, I b
IV RY T LICE 37 ORI HEEL, PETRED
Zh, TRV RY7 DNA OZRICK ST 3 )VF—EE
NOHEZ, ZLORGLHMCEEZET5L, LIEL
WBEELEBORK %%, R, HUOH, RE7
FAI—, NTOT T AI T KB M REEERER
U, 2 FO2 FU 7 DNA OZEMD ML TRD 5N
B kl, RAWRKTHSZ 3T LE—HLEL.
BARA D ) U TRO RERIBE OFEOMHWAFIZDN
TIEAlEZ 2T

| sEF#fE

iz A > 7FVEEIE IR S R R 72 R
9. sRERM 2R L, FnE LB OV IiREIE E
FEIES B ATREMEIE @AY, FEIEICIZIRE B R R & 7%
RO RY, U TH 2 —IERERICE
WTHEA—HDHAENS. REWGREL LT, Kk
B, ERTEORE, BEHEREEND 5.

| REFEEBIE: chromosome aneuploidy

RONRDEDEEN TR RO R 723 A ZRL,
FOBwAEIICE, 1HIAS 72 0 OREIREIE 46 & (EAE
#: euploidy) DWEFHETH 2D, BIZIEE T VIEMGRF DY
A, 21 /BROEDO MUY I—I2KD T HfilHZH D
FOARI 4T AL BBt L 5%,

| %R

HRJE &3 1 D OGN B D Gk D817 L
TRREZ NS . 2 DOJEAHIRI SR D] Tl Fr 72 54 g
LY ECIHESAHENTH D, RIS X 2R EEDEA
VEVAPAS S re tal = € S L T L S P

Ox w

1) OMIM. Number of Entries in OMIM https://omim.org/
statistics/entry (Updated August 24; 2021).

2) Willyard C. New human gene tally reignites debate. Nature.
2018; 558 (7710): 354-5.
3) Nussbaum R, MclInnes RR, Willard HF, et al. Genetics in

medicine 8th edition. Elsevier; 2015.
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U Point.

FBEAERBORERS

MABGHENREIL, IIFRREEROBBORORPAEDELICK > TELS T ENSLN.
MABHKEBEREIE, BFHERBED DNA BERHDBIRTELZ T EHZLN.
MRBEHERRIE, BOSMETIIEEL, FEZRELTBENICELZHED DY, B S DMEISIIFEME

RBEHT ST ENSBLN.

MREBEFEEICL2EERFROENGR(IE, REP, AREEGLEORFHAEDRERRLLZVES.
MRBEADZALZBFET B EERFENTIET Y RAICEDWRIEAV V)V TDEKREGS.

e DRI

ROKEFEICI S FTEMEENMEET 2D, Zh5iE
BEES L IIMERTEOVINMCHEINS. i
HE (FER) F, REROABNRES U < IEEI
FHET 5L D20 D . MERE I, REOKDOIEENZ(LL
s D2V,

REOGEFE ORI IFNAE THO, THhIFEEBETOD
BINZLZES I RBIICZ < D8R N IE S ATREMED
BB, WA, BREZ 21 FROEKZEHT 5 X7 R
Q21 FUYI—) BREESHSNEROEKEEIEDO—D
ThHsb. FoOfice, 18 VY I—, 13F)YI—,
Z—F—gEREE (45, X), 794 27T oIV R —JEERE
(47, XXY), FVU )V XGEBEEE (47, XXX) & EMHE
IKEZBNEFE L LTHENTED, ZNLIORINEH
DEZ L EMHEALBXCWEDRK E X5,

ARG R T, ROkt A2 hoYik L@ L i
Pz ZAEANDO G K 2 HERICER T 5. oYM
REREEE, EEHRIGERNENE UhWEH 72 i,
WA ZEC25E2 NI L EELTVD. RO
OGS ICIIERRE, Wb, FHADD . HEHOLE, #
BIRDIEREIZZ D 5D, B FORMNEBNEIFRNDT,
JRANFNC KRB B 2 I E R, LA, filseicy)
Wil LICEBGEL TAD 2551, FEREIE I OMEEES
IC X ORI ESTZC Wb D, Fi, HHERYRNG
ANIFRBRNL RO, HHEIRREL & O A ST
FGEFRIC B THEFERA R D R 2 OIRFIIC il E N, A~
7 BS F 2 PR B ATREMED B 5. AR ORI i
WIS, RK, HE, VU UROK, FARROENRDS.

U 2T RERE, REROmIHICYINNE CZNZ N R
WRITHKE UL DT, NER) v 7R OKIERE DT
CITIHRL, EFA VIR D. iz, FBROAE, o
RO BRI, 5o T B BBARICEE L7260 T
bz (E2-1.
FORRFEOZ R, MTFBIUHTIERE/RTEC %
D, —EICITBDN MR T ZEDEH 5. ROIREED,
B z2A9 R EFICHkT 258, ERZIERT 59
NTCOMIREONKIEH DMFET 52— /7T, ZMEOAR
RO THEC 2R OAERE L, 5752 BRI O
NRINDFET B2 ET A7 755, TN ORMIKRT
&, AHIRAIRROASEERE (PGT-A), HERTOHIA
BOROAEMREZR ETHEREINS.

REHEBNEE

PEEBEEOZ I, M HERGERE, RSB
BN DT ENHISENT VS, Bl FERUE RS
AHERIRD SRR H 2 0IR L, HAIC DNA 21
BIUJIRRETIB ST A D, s A, L7
cT U, ATV, ST UM, T ST U,
T4 T FXRAMCHTEINS. TOBEORIC, Rtk
ERERD—EREZIT, HEREERDSE LT T 2
REGEREKT 5. TOFEIC Spoll X R0 Eix LI
XODELCTEZNTNDOREIK D DNA ZAFHY) M
(DSB) DEEDT=HIC, HIFAGEARMOHAEZ ML
&, FTAREERT B LICRD. TNEZEZHERELE
HTTDIFTERL, ZORDIEMEROETED D
DEELMIETHS. I, JHENS I OHERITRERC
MERRE N2 BEMEL, I FIERGERE CHRAET 5 L DNZ WL
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a BREE b (B i
a7 21
E:
I = o =
UfHW% “E
e B f UYIREHE
=

@
0w o > ]

Y

TESELRBEBEERSE

+ ©)

c A d (mas) kK
3
=)
m%ﬂtﬁw % E #'E
; 08
08 15 ‘H
g ElReEiE
w%g~"

(0w > < m O

N @

ZABEAEERBCE, BCBERICOBTENMECRVWSEE GREE, ¥, #BA) & BREZEULHTHER (kXK &, UV

JReEk, BRRER) 1’55,
a: BmE WRZESRUCEES
(B h UIMTRBEOR A A RNEE ICBES
BA REAPBESOMADUIREN, BIOBFRICHERES

B WRAHEER EEUCRIEHRD NI VI8P

o — ® QO n T

VZ—E13B.

TEBHBENTWVS . K ERIC B T RENILIE
&, KA 228 0K DI LT, IR
TIEREIAORIC BB it OT « 707 VHE T
A, BEMLEOHEEE CEIET 2. BEHNSHRE
TORICHI S NZIN I 225 T L, ZD%
T B TH PN AT TTSH. TTTHELSHE
Bk, BB RO DOHE L, JORIZROARR
578 (non-disjunction) ETIVTELIMNFIHENT X /.
LU, 7 FEEANERTTFEORIEE &I BEAPEDR
K& 7% B DSBS M > T&ER Y. TNET
OFFTIFZEIC K D, BRI R e A T 500702
SBIZEN, GhkA AR08 (precocious separa-
tion of sister chromatids: PSSC) €7 )L Tt & 15 Bk
MW BTN EDASICE - T2 Y. SEEDIIF
X UMk Z W TeNT a2 1 T cE, PSSC & FEE
ZRITAHNZALE LT RNEFERTHZ T LD
o TERSY. PR LD, WM R fkh
EUL BT 20BN H %, ZDIDITIIMUINE DB A
ICIEU B35 LIEREMADIE AR CTH D, Tk
T Ths e, POERSETIT—DFRRICEDGS. #HiE

498-16020

(HB3) KK MIRDEEK. REUCEBEIEIE/ VI—LE1B2

UV IRed TRERBICUINEL, EHERBOMRETIANRRICERZS
BEREE FEOROL, tAEOEIFEEERICEELICDD. REUVICEZOBAE/ Y I —LERPEAEIIED S

G- OFERARDOREE I TR EIR & LItz LT3
DICH LT, BEINTOLAIEZOBENILN TS T &
DHISENTHD, N~ RREARTEIC DR S ATHEMEMN
H5 9. IITIEBER TEE X NIk e k&, 3
L= VS RYRTETORMNTED, Jaknts
ORERHEFEFL TS, UL LictEonEsc & %451 EH
DRI, abt—YORMCDEND, ThidF7 X
SO, LI B (reverse segregation) PR
AOB LT —DFK EZ 012 Y (K2-2).

PO AR R O, IRTOREAD 3 AR 4
ARz EMMBNC R SN B EHEADAEL, WikE CTHENAS
NBZ3EDOELTHISENTWVS. TNHIE, 2 T2HEPMm
ROREARS, Flld AHARE T OZIEITER T 5. E
SHEERROHITIX, BN Z T 5T BN &, Zhik
DOHILOMERRZITS T R ENEHT, BREESL D &5
BUADBEEMENT EDHSENT V5.

RBHREERE

PG RE X, DNA O KUK (DSB) »7/
LED2AFLLETEC D, d@H &I 575 % (i T A




D0
FPRTH
HRENS
@%
F72TH
BiRFE7 AT

i

T hOXT7D
dbe—yUh'Esk

REABNEEOREHRST

m@
IEE#Et

M- ) (0

0

PHARRRE

ﬁﬁiﬁi REDUZEE T DHEDH I -V VIFRERICOFEESN, MEEDICHPTS. Je—IVDREMCK>TF

P AIBAIK ) T OX TP RIDEEN KON D EHERBHEEDERGH R <3S

Y, BREEOFRLBENENT 5.

Bl, REOAROERMNEE ZGEICAET 2D, ZDOAN
SALEEESE R ONHS. W, T/ LEICAETK
DSB (&, JFHFAR G
NHE)) > fHFfH A #2 %2 (homologous recombination:
HR) &\ o7z DNA BHEREZ /T L TEETNS. DNA
OMFEME & IFBRICYIM E N oRKwF L 2GS 82
NHEJICH UTC, Mkt sk DNA OMRPEZ M L
TEET % HR BIEMRBERKTCHELEEZX 5. L
L, &7/ LHICi3ERSIDZ SFEL, HFEEDE
WAL & ORI TTIET LIV HH M &2 2 (non-allelic
homologous recombination: NAHR) HEU % &, Hfafk
HRPETZT TIa <, REPEENECBHERNERDGS. #H
RN ROMRIBSIDMEET 5 &, MORLAEET S
MERE R EDO—NE B 5600%. £z, HEDOREN
TR E LT t(11;22) AHIBN TV S D, Thudmigf ek
D AT VU F753) ¥ Fa— LESIOAED, FEFIEEGE
FECHRIRI: X M&E 22 L, DNA Yk K UHSS
FAHLTVBEEZLNTNS .

— R DOGNARGE LR SRS PGB E e b DN %
WT EDRHIENTWVS. USRS MR 228D
B9, DEOVHEBTT—DERENZNT LICERT 5. J
OAERRHCRERENECZF L LT, BRI +—7
DEIEB X TR HLZIC X > T T % FoSTeS (fork-
stalling and template switching) *°, FWVEFRIEZ W T

(non-homologous end joining:

. HEAHEORE LS —HREP IR

HMZHET 5T & Tl % MMBIR (microhomology-
mediated break-induced replication) 7% & DE T IVAHIS
NTV3 'Y cofucTa A7 O, Glikg ey ks
A& B ZBFEARROIADIERL, W « PIBIZR A%

AL ALK > THEL%BFBY A 7 )L (breakage-
fusion-bridge cycle) £\ 9 AN ZALHBHISENTED,

IS, SRR « WA EAE O REAIRFHER DA & 7%

% 'Y (K 2-3abo).

3 AL DRG] B 75 B $E ARG R (com-
plex chromosome rearrangements: CCRs) 7& & Wil &
5NBD, IFEORMNK S —7 Y —k En e+
EOEMERICKD, BAMHENE K5Ik 7. —
R, HAEREAYIE S CHEEICR MBI TH- T
& DNA LAV TEBA~ BT RE D RIS IO AR
RENBYLENHS. Tnbld, Lild FoSTeS/MMBIR
¥ BFB ¥ A Z)VIicA, HEEBOYIWIC & D RERD
e KT 2 70T ) Y ADK I IRRERA AL
WKEH>TRIDZTENBRAICHLENICES>TETY
% 12,13) ( 2_3d)

Rtk o ¥ — UL W IR E R g, R

ISP RAE ST 0D, RIS R 29 2 IRKE D
BT 2K BB, NIERIFERE ZEC 5580
B3 (E2-4). TORGERIMEREE X7, RESDE
REHOFKE EZD1G2
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