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Preface

The seven Regional Genetics Networks (RGNs), the National Genetics Education and Family
Support Center (Family Center), and the National Coordinating Center for the Regional Genetics
Networks (NCC) mission is to improve access to quality genetic services for medically
underserved populations. This bilingual glossary of terms related to Pediatric Genetics is
provided to help enable access to pediatric medical services to limited English proficiency
populations.

=

Al

il

EMXBIREFE ML (RGN), EFRIZEFHBMKEFFH L (KEFL) FERXE
B F W IE T (NCC) B E R BIEETT RSB EARREGMRIEEFIRSH
. RHESILHIEEFEXOTGERNIER, URLBFIEENBROABREILBETT
AR 55 .

How to Use the Glossary

This glossary is organized alphabetically in English. The first column shows the term in English.
The second column has the definition of the term in English. The third column has the
translation of the term.

At the end of the translations of the pediatric genetics terms is a glossary of translations for
family relationships terms. It is very important for genetic counselors to know if a relative is a
blood relative or a relative by marriage.

WA A AR TR R

ARBRERLFRINFRS. F—FIRRERIARE. FZINRBARIBHRITEN . =
FIRARERIERE.

JLRHEE SRR EAEREXERENWEATER. HTRESAFRS, THRE
BEMSFEELSIERERIESEE.



(n) = noun

(n) — F&iA)

(v) —verb

(v) - BHid
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Glossary of Terms
RiEx
English — Chinese
Y -

(adv) — adverb
(adv) — &llid]

(adj) — adjective
(ad)) — F£&1A

Term /KRB

Definition /X

Traditional/

AR

Simplified /
517322074

Abnormal (adj)

Different from what is considered normal,
average, or expected, e.g., a gene sequence that
is different than that found in most people.
PRIFHINARERER. FIIRTREAR, 51
mn, 5SEXSYAFLIMNAEEREFT.

S

Abortion (n)

The deliberate ending of a pregnancy by the
removal of an embryo or fetus from the womb.
BN FEPEE RS LREZ LT
Ix.

Technically, this is called an “induced abortion” in
order to distinguish it from a “spontaneous
abortion” which is also called a miscarriage or
stillbirth. Also called a “termination of pregnancy’
or just “termination.”

MWEAR L, XWERA AR, UMES5“B
RRFXaFR, ‘BRRZWIRARHIE
F=o WHRAEIEIFIR S NFR A LI, 7

”

ACMG 59 (n)

Fifty-nine genes that the American College of
Medical Genetics and Genomics has identified in
which variances have a high risk of causing
disease — but disease that can be mitigated
through early detection or treatment. The ACMG
recommends that variances in these genes should
be reported to patients even if finding them was
not the reason for genetic testing.
FEEFEEFMNERBFFLEEMET R
+hNEE, HPERAEESHERNSAKE
— BRI LAET B B I S R 7 SR B R R R
ACMG ZEW M [ B EREXLEEWE SR, A
FLMENT2EEENAER.

ERRIEL N SRR
EEhEE Ry
59 {EEA

EEEFIEE
FMERAF
FRMHEN
59 PEE
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Term /R1E Definition /X Traditional/ Simplified /
ikt [ 3a0v4

Adaptive skills (n) Skills/abilities needed to perform daily activities, HEIERE ] ENEEH
particularly those that allow an individual to live
independently and/or work. Examples: brushing
teeth, bathing, dressing, food shopping, and
taking public transportation.
BITREEN RN RE/RES, LTHEHRAL
WA AT SEFR /3 TERI$RRE/BE ST 151
e RIZE. SRR AR ME|YIAMTRAL NI

?ﬁlao
Adoption (n) The process of accepting legal responsibility for HE g

someone else’s child to raise as your own.

AMNANZFRIEEEREEAECHERTI

FHILFE.
American College of A professional membership organization based in | EREEE{H | EEEFIRE

Medical Genetics and the United States that represents the interests of | EFIE[NiHE | FAEFEHEHZF
Genomics (ACMG) (n) clinical geneticists, clinical laboratory geneticists, B4 (ACMG) < (ACMG)
and genetic counselors. The ACMG focuses on
improving patient care, establishing standards of
care and laboratory policy, and educating
members about advances in the field.
NFXENELSRER, RERKESES
&K, AL ZIREZRMEESETAF]
fi. ACMG T T EZREFE. EIUFERR
BEMLHEECR, HRZSUBHRERRRE
HHE.

Amniocentesis (n) A procedure by which a sample of amniotic fluid is | ZEFEZER T FIEZFFH|AR
withdrawn from the amniotic sac. This is usually
done by inserting a long needle through the
abdominal and uterine walls with the guidance of
ultrasound.

NFEREPHEEKERNER. XBERE
BAESISTEBIREMTZEB/AN—RIKE K
FERRAY.

Amniotic fluid (n) The liquid that surrounds a fetus as it developsin | ZE/K FEIK
the uterus. This liquid contains skin cells that have
sloughed off the fetus as well as other fetal cells.
BRILEFERNLYEREERR/LARE. XK
R B MR LB RO R BR 4R B LA K EL A AR ) L4
R
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Anencephaly (n)

A neural tube defect that results in insufficient
brain growth in a fetus. Babies with anencephaly
usually die soon after birth or are stillborn.
FHRILKRALEFSENHEERME. BFX
e LBEEHERTARSE TR
IFo

SEERS 5

AR

RS

7o iR

Benign (adj)

Something that does not threaten health or life.
May refer to a type of change to the DNA that
does not create health consequences.

P LBEMBIRIEDRIR. FTRERE—MT
SIERERERA DNA TR,

B

RIMEH

Biochemical testing (n)

Blood tests to identify elevated levels of certain
naturally occurring substances/chemicals in the
body that are linked to genetic conditions.

I M AR E AL SR ERREX I RAY
BR/MCERRREHAS.

AARHIE

EX 4V

Birth canal (n)

The passageway from the uterus through the
cervix, the vagina, and the vulva through which a
baby passes during the birth process.
BRILESHIEFNFELI FET. AEM
SMNBRANIEIE .

H
i

Birth defect (n)

A problem or physical difference with how the
body works that is present at birth. Birth defects
can be caused by genetic abnormalities,
environmental influences, random chance, or by
circumstances related to the birth process. Also
called “congenital malformation” or “congenital
anomaly.”

HERBIMSET SRS SFE
Fo S RVERRPATIRERIZERE . IEFM.
FEHN S S EETIERXNFERSIE. thiR
R GERMERR R ERERE .

Fe R PRI

Jo R MEERPE
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Blood test (n)

A test in which blood is drawn (usually from the
patient’s arm) and sent to a laboratory for
analysis.

M (BENEENFE) HEBILEEH#T
ST HTHIRI .

In genetics, blood tests may provide cells for
genetic sequencing, or blood samples may be
used to assess things like protein or hormone
levels.

FEIREFE P, WAL £ RN FHR A,
& MG AR AT EERSERKTE
%

i

Lk

Brace (n)

A medical appliance that provides support to
joints or bones, to weak muscles, or to strained
ligaments.

—MEFT R, ATAXTHER.
SRR IR .

FESSHIAA

it
2

B2

Buccal swab (n)

A way to collect DNA from the cells on the inside
of a person's cheek.

—Hh A A B E A Y 2B B SR USSR DNA BN 755

IR I

O A= RARE AR

Carrier (n)

A person who carries a genetic mutation in one of
the two copies of a particular gene, regardless of
whether they get cancer or not.
ERFEEENANME N —PIEHEERTH
A, ZRtII—REBEREE.

ERET &

HHE

Cell (n)

The smallest (microscopic) functional unit of living
organisms. All living things are composed of one
or more cells. Within each cell are the structures
needed for the cell to process energy, dispose of
waste, reproduce, and perform specialized
functions.

EMERRDN (B Theeefi. RAEEHME
RSN AMERR . SN EERESSE
MHAEALIEREE . ALIRRYD. BIEMBITHRIN
BEPTERRVZEH

illial

Eatifid)

Cervix (n)

The narrow lower part of the uterus than
connects to the vagina.

TESRERENBREN TR,

10
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Chorionic Villus
Sampling (CVS) (n)

A procedure during pregnancy in which a sample
of cells from the placenta is removed to check for
possible genetic abnormalities.
PRZ2ER 8] M RG22 R B 4R AE AR LU B R RERY
BEFENIERF.

FHEHHGEBH
f% (CVs)

S EfEGEE
¥ (CvS)

Chromosome (n)

Thread-like structures located inside the nucleus
of cells. In humans, there are 23 pairs of
chromosomes, for a total of 46 chromosomes.
Each chromosome is made of a long strand of
DNA, which carries genetic information.
LT ARZ&RER. EALH, H23
MEREME, DB 6 FEBE. BEEENK
FCHE DNA LAk, BHIEEFER.

Fethie

Chromosome test /
Karyotype (n)

A test that looks at the number and arrangement
of chromosomes in a cell.

—ITG E AR b R e A B EFHETIRNART .

Fethpatal /
%A

BN/
il

Cleft lip (n)

A congenital malformation that occurs when the
upper lip does not form properly, causing an
opening in the upper lip that can extend to the
nose. This can occur together with a cleft palate
or on its own.
FETBEEHMMEZENSTRMERER, S
FEAOMEHRESF. XAUSEH—EL
A REMELE.

RE

=25

Cleft palate (n)

A congenital malformation where the roof of the
mouth (palate) does not form properly, resulting
in an opening into the nasal cavity. This can occur
together with a cleft lip or on its own.

ORETER (B3 TREIEE AR St R IR
F, S¥EEFO. XARSER—ELED
BIMAE.

s %
L

ELES

Clinically significant

(adj)

If a test result is “clinically significant,” the result
indicates a medical problem that can impact a
person’s life.

MRENEREFIRKBEX", MiZERKTEA
FEA RN — D ANE BRI EST IR .

HERIRE#
(/A R e
ZEMEM

BlEREXH

Cognition (n)

The processes involved in thinking, learning,
understanding, and remembering.

WREZ, F3). BEMIZIZAEE.

EASSL

A

Condition

(e.g.,

“genetic

condition”)(n)

A long-term medical health issue.

— M KHAMETT 2 FRI5) R .

JRIE (g
[EEH ] D

PRI (Pl
“RAER)

11
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Consanguinity(n)

When parents are blood relatives to each other.

LA B It 2 M 3R

%%

Mm%

Consultation model (n)

The model of care for patients with genetic
conditions in which the genetic team acts as
consultants, supporting the care being provided

principally by the patient’s Primary Care Provider.

B mEENIFEENR, HpEEETEHm
8], FFERHBENVNREBIRGRE RN
E7ab L

FRRA

Continuing care model

(n)

The model of care for patients with genetic
conditions in which the genetic team takes
primary responsibility for supervising and
coordinating all care related to the patient’s
genetic condition.

EEREENFEER, HPEEFANEER
RIEEMAS BEIRAREXNMEPE.

R B

FREHPIERR

Cystic fibrosis (n)

A progressive genetic condition that affects the
exocrine glands (the glands that make sweat and
digestive juices) and causes the production of
thick, sticky mucus. This mucus blocks the
pancreatic duct, the intestines, and the lungs,
leading to persistent respiratory infections.
—FH IR ER, SFMWINT MR (FET
RAHIRABRE) HSBUSE R TERRLR .
XHREREERE . MBS, SBUFE

Bt

BT

De novo (adj)

Genetic changes that are not inherited but that
occur during cell division.

G EAMESRIIETLEMNERER.

EH / BXR
0y / {EEEREA
)

EEil=

Deleterious mutation/
Disease-causing
mutation (n)

A change in a person’s DNA that may cause a
medical condition.

—AAHBJ DNA 351k, HTA] SHEMER.

E%% YE
55

AT

W

BERTE/
w433

Deletion (n)

Having a section of genetic information (DNA)
missing.
RO —EIRME(E 2 (DNA).

(7S

7S

Developmental
assessment (n)

An evaluation of how an individual patient’s
intellectual, emotional, and social development
compare with others of the same age.

HENMEEENE N BRAMZXLZRSE
Bl ABIEEEL

SR /3%
JEERF A

ZEWE

12
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Term /R1E Definition /X Traditional/ Simplified /
kg -1 3230
Diagnostic test (n) A medical test that determines whether a patient | s2E1EHIE, SR

has a particular medical problem. Diagnostic tests
are often used when providers have a specific
reason to believe that the medical problem may
be present. Compare this to screening tests,
which may be given routinely even if the provider
has no reason to believe the patient has a certain
problem. Screening tests often only report
whether a patient is at an increased risk for the
medical problem in question, whereas diagnostic
tests report whether the problem is actually
present.
HMEBEREAREETEENEFEN. 5
RItEBHEIEREER e FEEST DA,
BEQERAICEIEN. HFiSHERMEITEE
), AEREESFERBEREREMID)
B, WALIERHITHRESRN. FERNEE
ARERER B FEMEXET LM XEIE
o, TS EAG I R & (6] R 2 SEPR TR TE -

DNA (Deoxyribonucleic

The molecule that carries the genetic information

DNA (&%

DNA (& #%

Acid) (n) of a cell. It provides the instructions used in the AL ) PERXES)

development, functioning and reproduction of

the organism of which it is a part. The DNA is

organized into chromosomes.

BHEREEEENST. ERETEHRME

HBENAENEAE . ThEeMEAEPERUER.

DNA #LHLA R R B 1R
DNA marker (also A readily recognizable genetic trait, gene, or DNA | iR S XIELEE | IR EAAPEIZTR
called a “Genetic segment. EER QY= #rid (BFRA
Marker”)(n) 5 FiRBIMOB A4S, HE, ONA H . BT | BRI
DNA mutation (n) A change in the typical sequence of the chemicals | iR S ZELEE | IR S PVEIZTR

that make up the DNA, like the change in the ek il

order of letters in a word.
‘A% DNA I MRV ARBIFFI L E T, F
GRIEFFRINFAZL.

Mutations or variants are often compared to
misspelled words because chemicals that make
up the DNA sequence are not in the expected
order.

R TRBESHERIRMBIREITILE,
& A1k DNA FRFIEY L E R A Z 3R TR
HEFIEY .

13




Glossary of Pediatric Genetics Terms — Chinese

JLBHEMEZEARIER

Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

DNA sequence (n)

The exact arrangement of the chemicals that
make up a section of DNA.

% DNA B9 BV L W BRI HES

Rt SEAL R T
52dl

it EARHEAAER
FF51

DNA sequencing (n)

The laboratory technique used to determine the
exact arrangement of the chemicals that make up
a section of DNA. This is one type of genetic
testing.

FT#aELE AL DNA FR5T L E Y R A FA I HES
K ERAR, X2EFEEM—F.

o
T
X
E
Ny
!

it EARHEAAER
M

Dominant (adj)

A genetic trait in which one copy of the gene is
sufficient for a trait to be expressed. In a
dominant genetic condition, if one copy of the
gene has a mutation, the personal will be affected
with the condition.

—MEEMERK, BEh—PEEENREURE
— k. EREMHEEEET, MREEN—
MENLERE, MMABZEZFGR
Ml o

SV
(Y

brAkd:

Donor egg or sperm (n)

An egg (singular) or sperm (plural) donated by
one person to be joined under laboratory
conditions and implanted in a woman’s uterus.
The donor egg or sperm may come from the
woman or man who will raise any resulting child,
or they may come from a third party.

H— M ABERIIF (%) SiEF (80
EXREZHTEEHEANLHETFE. BEN
IRFEEFRIRER B M T E M ST
M H S, WAlEEkEE=T.

S O F
7

TRNEERT A
%

Down syndrome
(Trisomy 21) (n)

A genetic condition in which there are three
copies of chromosome number 21 instead of two.
—FhigfEs, Hih 21 SRaERGEESNE

N, MARE

Down syndrome causes a distinct facial
appearance, intellectual disability, developmental
delays, and may be associated with thyroid or
heart disease.
ERGEEESSHBENEIIU. EHiE
8. RHIRE, HAse5RRESOIHFE
Ko

EREEIE
(=ZZEE821
fE)

EREE1E
(Z%E5k
21 fE)

14
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Duplication(n)

Having an extra section of genetic information
(DNA). A duplication occurs when part of a
chromosome is copied abnormally, resulting in
extra genetic material.

B—EREIMIERIEE (DNA). SR Bk —
BAERBEINE, L% EH, NS
SNEYIE IR

pc

i

gkl

Edwards syndrome
(Trisomy 18) (n)

A genetic condition in which there are three
copies of chromosome number 18 instead of two.
Trisomy 18 is a very severe condition that causes
problems with the brain, the heart, the kidneys,
and the digestive tract. Most children affected by
trisomy 18 die before or soon after birth.
—fpiEtETR, He 18 SRBREFEE=E
N, MAREAN. ZFEMK 18 FER—FMIEE
FEERNER, SSBAR. (L. BIREFEK
BTG, KEHZ=BM 18 EFMAY
IIEEHERSEERTFARKSTET.

BRI
=HEET18
=D

SELE
(ZaiF
18 fiE)

Egg(n)

The reproductive cells of a woman. When

fertilized by sperm, the egg will grow into an

embryo. Also called an “ovum,” plural “ova.”
ZHEMEEME. S8R, IPFSKE
5. WHRA “ovum” (BRZARE) , E#A

ltova o ”

9y

59F

Embryo (n)

An unborn mammal, between conception and 8
weeks of gestation.

— R E RGN, N TEZEMENR 8 A
Z [,

;=

BERR

Environmental causes
or factors (n)

Causes of illness that come from a person’s
surroundings, not from their genetic make-up.
Environmental causes of illness include infection,
trauma, diet, exposure to toxins, etc. Some
environmental causes of illness can be avoided or
changed, while genetic causes cannot.
ERIERER B — N ANEAENE, mAEi
MEEAN. EROFEEESERE. 6
. IRE. EMERE. RERRNIMERE
ATLAEE S e s, iR R E AN e .

BRI N A
E

FEEERE
=

Exome sequencing (n)

A genetic test in which a patient’s exons are
sequenced and studied.

X E BN R F AT IR A0 B A .

NI

SR FLEMIFF

15
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Exon (n)

The part of the genome that codes for proteins.
The majority of deleterious mutations occur in
exons.

WIEARMNERERD . KEHEERTL
EHEIMEFHP.

SNET

SNBF

Fallopian tube (n)

The tube that connects an ovary to the uterus.

EEIPERMTFENET

wovE

monE

False negative (n)

A test result that finds no evidence of a condition
when the condition actually does exist. For
example, a false negative on a pregnancy test
finds that the woman is not pregnant when, in
fact, she is pregnant.

LEHMEEER, RELRIMFH IR
R, flan, FHREMEERRA M & IZ Sk
FRERBINE, MERLEWIZT.

{E(EE

fRBA

False positive (n)

A test result that finds evidence of a condition
when the condition does NOT actually exist. For
example, a false positive on a pregnancy test finds
that the woman is pregnant when, in fact, she is
not.

L F LR E N F R B R TR AV N 25
o flan, EIREMAERPAM £ IZE LR Z
T, MEbREMEHINE,

Bk

fRRPAE

Familial (adj)

Belonging to a family, e.g., a familial trait is a trait
that is shared by family members and may be due
to genetic or environmental factors or both.
BF—1 %Kik, a0, RIRFHERHREM R
BHYHE, FRERATEASMERRSHEE
RMEZ.

HINER

FIRMERY

Family history(n)

The medical history of the members of a
biological family.

E IR AL SIBIRSE o

e 3

Fertilization (n)

The joining of an egg and sperm to create the first
cell that will develop into an embryo, then fetus,
then baby.
PIFFEFRSEE T EE— MG L E R
R, AE=RIL, RERZE/L.

o
il

Fetal surgery (n)

Surgery conducted on a fetus while it is still in the
uterus.

SHAEFEABBELEITFER,

B 5 Tl

BRILFEAR

16
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Fetus(n)

An unborn mammal, between 8 weeks of
gestation to birth.

—MRHEREEEY, NTTFRZEMNER 8 E
Z 18,

sk

gL

First trimester
screening (n)

A blood test and ultrasound conducted at 10-13
weeks of pregnancy to screen for Down syndrome
(trisomy 21), Edwards syndrome (trisomy 18), and
certain other fetal problems.

7ER 2 10-13 B TILIRIC EFIEBAERAE,
WFEEREEE (Z£ak21E  BE
HERE (ZREA 18 FE) FIFLHMARILE]

Eiﬁ_o

F—Z e

BEH

=
e
It

Flip a coin (v)

A random decision-making tool used in the U.S.
While a coin is flipped into the air and caught, a
person predicts whether it will fall with the
“heads” side up or the “tails” side up. If the coin
falls as predicted, the person “wins.” This
expression is often used as a metaphor for any
outcome that is random and has two possible
outcomes, and to describe a situation in which
each outcome is as likely as the other.
AEEFERAN—MHEIARIR. Y—KED
Wb ez R H AR HUERT, AT EE TR ZE
EFH'SHETR RE"EH L. WRETHINFAEIAR
ET, M ANREE. "EXNREEEWAER
fRIFEN S RABEM, HEABMATRENESR,
FR—ER, EXMBFRLT, BIERE
55— 1M ER—HETEE.

ETE (&
Rehfash i
R )

HHE

Fragile X syndrome (n)

A genetic condition that affects the FMR1 gene so
that it does not function properly. This syndrome
causes intellectual disability, behavioral and
learning challenges and various physical
characteristics that are not life threatening.

/08 FMR1 EREE R A E R TIEREER R
BMESESSHENIER. TARMEIHE
AR & A 8 R i B SHAHHE

HOAEHEITIE

fiett X R &1

Fragment(n)

A small piece; an incomplete part of a whole.

—IMR; BIRBIRTEARSY .

wEhR

RE
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Gene (n)

A specific sequence of DNA that codes for one or
many functions within the cell and body.

YIS AR S R R —FhEk 2 THRE V4R E
DNA F%1,

N

3PS

Gene copy (n)

Normal gene copy

(n)

Altered gene copy
(n)

In human cells, DNA is arranged in 23 pairs of
chromosomes, for a total of 46 chromosomes.
These chromosomes contain all the genes that
make up the DNA. One chromosome of each pair
is inherited from each parent. As such, individuals
have two copies of every gene, one inherited
from the mother and one inherited from the
father.

FEANRZERES, DNA HEFIRE 23 3SR E K,
46 FHREM. XLEREKRE S DNA BIFT
BEE. PN —IREEZNENIEH
BiRfEm. Eit, BMAHBERNEREN,
— MEERAB R 4%, —DMIFEA R k% .
A normal copy of a gene is one that is found most
frequently in the population. Also called the
“working copy.”
EFANESENREAFIRERNEN. t
FRA TR,

An altered copy of a gene is one that differs from
the working copy and is considered to be
“abnormal.” Also called the “non-working copy.”
TREFRZENZETEENAERENR, #HiA
A REN. "HIRAIETI/EEN. ~

EREH

IR EE A E ]

EE#EN

EHERE
A

TREREN

Gene deletion (n)

Having a piece of genetic information missing
from a gene.

EE RO —FIREE R

HL DRI

EEERE

Gene panel testing (n)

Genetic testing that looks at 2 or more specific
genes known to be associated with particular
conditions.

HERFRN, BRT 2IMHELZEHEHESRY
XA EEE .

LRI

e~ 3eSEILopl

Gene variant (n)

A change from the typical DNA sequences. A
genetic variant can be benign, deleterious or of
uncertain significance. Also called “mutation”,
although “genetic variant” is becoming the more
common usage.

MELRY DNA FHIE . BETRAIERRM
. BENIEXTREN. R RE, R
ERETR EAERARERNAE.

53
aE
Kt
3o
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

General population (n)

“Most people.”

“REBN. "

For example, if you have the same risk of getting
cancer as the general population, that means that
you have the same chance of getting cancer as
everyone else. This is in contrast to a “high risk
population” who has a greater chance of getting
cancer than everyone else.

flan, wRIREBREERNKGSEEAFHERE,
XERERBBEMNINSSHEMANEE. X5
“EfE NE R EERAXTEL, M1 BRERNLE
EEEAMB AR S

—fE A

—RRAEE

Generation(n)

The people who constitute a single step in a line
of descent from an ancestor; a group of people
born and living more or less at the same time.
NEEMMGEHEE—SRAN; —BFSZeHD
EIRTHEFE TN

Example: You, your brothers, and sisters, all your
spouses and your cousins are in the same
generation. Your parents, your aunts, and uncles
and all their spouses form a previous generation.
Your grandparents, their siblings, and spouses
from an even earlier generation. Your children
and nieces and nephews form a later generation.
fian: R, YREVSLIBIALE. RETERIECEFIIR
HESLREGHER—KA. REOXE. I
W REFE TR A EC B T E—K. 1R
AR B, IR BERAMEEREERE—K
B, RIVERF . ELFEFEMRTEK.

—fRA /] —
A

—HKA

Genetic alphabet (n)

A group name for four chemical bases, or
“nucleotides,” that form the basis of all genetic
material. They are adenine (A), thymine (T),
cytosine (C), and guanine (G).

A ERE S R ERR AR, MRTEIER
YR ER. ENERIER (A). BRBRIEE
(T). BENELE (C) M EIRIE (G).
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Genetic counseling(n)

A discussion with a medical professional with
expertise in genetics about the basic concepts of
genetics, genetic conditions, the chances of being
affected by a genetic condition or having a child
with a genetic condition, and genetic testing and
treatment.
S5ABEEFTVMRANEZFERITRESRSE
MEAE S, BER. FEEFRENHETE
BiEER/LEMIS A RERGNFETT

B

j={ii4

BRE1

Genetic counselor(n)

A healthcare professional with a specialized
graduate degree who works with people who
have concerns about genetic conditions in their
family. Genetic counselors provide information
about genetic conditions, help patients
understand their chances of being affected by a
genetic condition or having a child with a genetic
condition, and help them make informed
decisions about testing and treatment. Genetic
counselors also provide emotional support to
patients and families.
BREFHEOREERERMANBEELHARE
FUMETREBELAL. EEEHDRES
XIBERNES, HBIEBETRENZRNER
REMEETEFEERETFHNS, HE
e IRAMFATT ME RS RIRE . 1EEEI
IRt R B E R ERE BRI

BT /
R

B & ian

Genetic discrimination

(n)

Occurs when people are treated differently by

their employer or insurance company due to their

genetic makeup. There are federal and state laws

that help protect against genetic discrimination.

2 ATEE EE Rk 5 2 e 5 R A FIRY
PRI FEET, MeKEXMIFER. HIEHKFBF

MERBETRILEEFE LR .

FAEA

EE M

Genetic factors(n)

Specific aspects of a person’s genetic make-up
that influence that person’s health and
development.

— N AREEM AR E F B Fmiz An
RMEE

HEANZR

BfRREE

Genetic information(n)

The instructions encoded in DNA, which tells
every cell in a body how to grow, what to do and
how to reproduce.

DNA HHI4RISIES, RRRESAETRE AN
. MR 5E.

HEHE

BIRER

20




Glossary of Pediatric Genetics Terms — Chinese

JLBHEMEZEARIER

Term /R1E Definition /X Traditional/ Simplified /
kg -1 3230
Genetic material (n) All the parts of a cell that carry genetic BEYE BEYIR

information. Genetic material could include
genes, parts of genes, a group of genes, a DNA
molecule, a fragment of DNA, a group of DNA
molecules, or the entire set of genetic
instructions.

R R IERNERRN AT . EEIRA
AEFEEE ., SoEE. —HERFE. —1 DNA
2F. —1 DNA FER. —fH DNA 3 FEEAN

ERESE.
Genetic predisposition | An increased chance of a person developing a B EE A BIEHEE
(n) certain trait or disease based on that person’s

particular genetic makeup.
RE— N AR EEEER, ZALZREME
fES R R
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MRIZEFHEEHRFR.

Term /R1E Definition /X Traditional/ Simplified /
Bikh [ 322074
Genetic test (n) A laboratory test designed to determine if a FER fg Al ELE M
person has a gene mutation or a typical DNA
sequence.
—MLIGERN, SERE—NMARBEEEA
Ry BRI DNA R,
Single site gene Single site gene testing: testing at a specific point BE ML BaEF
testing (n) in the genome. This is usually done to look for a sl ¥
mutation found in a family member or when one
specific mutation is known to cause a genetic
condition.
B EEREN . EEFEERFEEE ST
XBEEATIRERERAPLIMARE,
. FELHEN—FFENRELSHIE AR T
Individual gene Individual gene testing: genetic analysis of the f . MEEH
testing (n) entirety of one specific gene. el ol
MEEERN: WM EEE T | ER
ESE i THl
Gene panel test (n) Gene panel test: analysis of several genes that
have been shown to be associated with a HLREH M HERWK
particular condition, e.g., breast cancer gene G2t Ml
panel.
ERFERM: 2R SHFERAEMRE X
Mi JUANERE, fIanFLaREEREA. (i1 2llEsa
icroarray (n) ; . . e -
Microarray: genetic analysis that looks for fity /SRl %1
unexpected numbers of specific genes (two wmh
copies of every gene code is usually expected). YA
MES: SHREIIMENFEEENEEI
(BEFESMEERBHIANMEID
Exome sequencing | EXOme testing: a genetic test in which the exons YNEET4H o
(n) of a patient’s genetic code are sequenced and SHIFE ?"MM%QH
studied. P53
SNRFLERN: —FEERN, HPEEE
REBRIINE FRITUFAR.
Genome Genome sequencing: a genetic test in which the BLRIEHH EREEN
sequencing (n) entire genetic code (the genome) of a patient is Fr FF
mapped out and studied.
EFBEMAF: —FEREEN, BEpLBffx
BENBMNMEEEZN (ERH .
Genetic trait (n) A characteristic within a family that is passed Ji=g U BEYHE
down from parent to child through their DNA.
—RERFHE, B MA1A9 DNA AR BHE %
¥
Geneticist(n) A doctor or scientist who studies genetics. E{EHEST RESFER
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Genetics (adj)

The science of how an organism’s genes interact
with the environment to produce certain traits.
BN EEEMAI SIMEEEER AP E R LS
fERREEE.

B HEN

BIRFH

Genetics (n)

The field of science and medicine that studies the
biologic basis of heredity (how traits are passed
from one generation to another) and how the
instructions for life are used by all living
organisms.

MREENENFEM GFHEMTA— KRS
F—RK) UK EEYEINAERESIESH
BEMEZFSE .

BRF

J

Genome (n)

The entire genetic code of an individual.

— M AR EEEESL.

N

E[EH

Genome sequencing

(n)

A genetic test in which the entire genetic code of
a patient is mapped out and studied.
—FEREEN, HPLFlfrEEnEM R
REWL.

AN IR

ERFEN

Germline testing (n)

Germline testing refers to the analysis of a
person’s DNA, which he or she inherited from his
or her parents.
EFEREMZHE D HT— D AR B 2k &Y
DNA.

In biology and genetics, the germline is the group
of cells that will pass on the genetic material to
children, in other words, the cells from which the
eggs and sperm come.

EEYFERBEEFES, FERARHEEYRE
BEZFIN—HEMMR, ®RaiEk, I0FM
& T HIKIR

TERERRE

EXT-E ol

Guardianship (n)

A legal arrangement, supervised by a court, in
which one person takes responsibility for a minor
or an adult with a disability.

HUER I B —MEERLH, Hh—DAIR
R ARR A FE AT 5T,

3
i
=

Lg7ali

Helix (n)

Something that is spiral in form. DNA is often
described as being a “double helix.”
SZHERAVIR . DNA BB HEIA IR
jﬁo ”

L3

2TE

Hereditary (adj)

Passed down from parent to child.

MR EHRREEF

BN

EEEN

23




Glossary of Pediatric Genetics Terms — Chinese

JLBHEMEZEARIER

Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Hereditary material(n)

Genetic material that is passed down from parent
to child.

MR EHR R FHNE R

BEYE

BRI

Huntington’s disease

(n)

A neurological disorder that causes physical and
cognitive decline. Cognitive symptoms include
problems with reasoning and controlling
emotions. Physical symptoms include abnormal
movements that cannot be controlled by the
individual. This disorder is linked to a dominant
gene variant, which means that a person
inheriting only one copy of the affected gene will
develop the disorder.

—FSH S AEFIAEE I T ENRE RS K
R AHIERK SR EEAESFEN L. 5
FEEREEN ANTEEFIN R EME. XK
REEMEEITRAX, XERENBETE
B E§—ME A 2 B _ X ER.

F R

FEWRE

Individualized
Education Plan (IEP)

(n)

A customized plan written and updated yearly for
every child in public school special education
classes. The IEP addresses current levels of
educational performance, goals, and the special
education and services that the child will need to
meet those goals.
BEADNNERFHRBAEMENENILERS
MEBEFHBEFITX. 1P FEHANBBE LY
KIE. BARAR)LESLEX L B iREr B4k
HEFRRS-

E MBS
2 (IEP)

MEHE T
X1 (IEP)

In Vitro Fertilization
(IVF) (n)

The fertilization of an egg by a sperm outside of a
woman’s body.

BFEL AR FZIE

The process involves extracting eggs from a
woman’s ovaries, collecting sperm from a man,
and combining a sperm and egg in a laboratory
dish. The resulting fertilized egg is usually then
implanted in a woman’s uterus so that it can
develop into a baby.
ZIIREEN L HIRE R R F, NBHES
T ERET, HESSKREEFIPFEFF
FHEEEK. FENZRINREMEEWEANL
MHFES, IFEEMRAIUALEHRE)L.

AN T2
(IVF)

RN T ZHE
(IVF)

Individual gene testing

(n)

Genetic analysis of the entirety of one specific
gene.

X — M5 E B E R AR TIEE S

{8 AEE A Al

AR EE
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
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Infertility (n)

The inability to have children.
TREEZF .

REE

R

Informed consent (n)

The process of agreeing to a procedure or course
of treatment after understanding what the
procedure/treatment entails, the potential risks
and benefits associated with it, and the other
options available.
ETHRER/ATIERAAR. 5SZHEXNE
EXRFAHELUAREMAIR ARG, BERIZE
FaiafridiZnidiz.

FOfEEEE

HMIBRIEH

Inheritance pattern (n)

The manner in which a particular genetic trait or
disorder is passed from a parent to a child, e.g.,
autosomal dominant or recessive, X-linked
dominant or recessive, or multifactorial.
HEREFESERARBERRZFHAR,
fFlanE R kB RREE . X EBEMS
PRMRESR S ERIER.

BN

EERN

Inherited (adj)

Passed down from parent to child.

MR BHELRZT

BHEDN

ERE

Insertion (n)

An extra segment of DNA added in at a place
where it is not usually found.
EBEA A RN T —ERE MY
DNA.

A

AN

Intellectual disability

(n)

A condition, varying in severity, in which a person
has significant impairments in mental abilities,
social skills, and core functions of daily living
compared to others their age.
—MEEREENRE, SEEE AL,
PMAELCERED . #HXHE ﬂH%iéMFm
EEF BEFERERERS.

B IlEErE

BhrERS

Klinefelter’s syndrome

(47, XXY) (n)

A genetic condition in which a male has two
copies of the X chromosome and one copy of the
Y chromosome; compared to the typical
chromosome makeup where a male has one X
chromosome and one Y chromosome.
BEHEBEN X REAENM— Y REHEN
g fER; SEHEF—F XEEHRM—FKY
AR BRI A R AL

AR ETE
R&rat/
IREF A/
TARMEENE
A&

(47, XXY)

mEE T##_T
&1 (47, XXY)
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Lynch syndrome (n)

An inherited genetic disorder that increases a
person’s risk of getting cancer of the colon,
rectum, uterus, ovaries, and other cancers.
—MEMEMNER, SENARERE. BEF
f2. FERE. UNEBMEMBRERNXK.

PhRET ERE (B

WEERAE

Marker chromosome

(n)

A small extra fragment of a chromosome
detected when doing a chromosome test like a
karyotype. Marker chromosomes can sometimes
cause health or development problems,
depending on how much and what genetic
material is contained within.

HEHITREHRKET (D BN R—)
REIMVRBERRE. MERBEAEHSS
BRI LZEOM, BREATEIMEESRY
BRI E A,

EERE e

FRICR B

Maternal Serum
Screening (MSS or
maternal serum
alphafetoprotein test)

(n)

A blood test available to pregnant women that
identifies elevated risks for Down syndrome,
trisomy 18 and neural tube defects. Usually
conducted at in the second trimester, between
14-20 weeks.

—HMAMERAEANLRRE, ATREERLE
ARE. =AM 18 EFMEETRBE XU F
=. BEEZDHHT, £ 14-20 B,

ZEy I B
(MSS =&
I R IR R

HHIELD

BRmEimeE
(MSS B BHEK
mERKRER

&)

Metastasis (n)

The spreading of cancer from one organ to
another.

BEA—ITRET BB S —IEE.

LY

®%

Microarray (n)

A high-resolution chromosome test that provides
more information than a basic karyotype. A
microarray measures the amount of chromosome
material in a sample and can detect both large
changes (e.g., if there is an extra or missing
chromosome) as well as small changes (e.g., if
there are very small pieces of chromosomes that
are extra or missing). It does not look at the visual
appearance or arrangement of chromosomes but
measures the amount of genetic material.
LEEAZBERBEZERNS N HELERKE
Mo FMFEFIMEFEARFREBEYIRNEE, FH
BRI MB KT (FlanREFERIN
HERRERRER) URNHTL (FINRERFE
EFIIMISERRIERE NIREERRER) . E
AERGENM I NSHT], MISNEIEE
MRBE .

b /
=1l
EYE R

ol
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fragments of DNA from placental cells — which
carry the fetus’ genetic make-up — that are found
in the mother’s bloodstream.
— A Z A AN LIRS T
LR A ERIXEAS. | Iﬂ’iﬁﬁ’]i, LK
HRR R 4MAEA DNA R E - X LR AR LAY
EREMAYL - EEFERNIEF LI .

, AIEERRILE

Term /RiB Definition /XE X Traditional/ | Simplified /
BHET | EERY
Miscarriage (n) The spontaneous (not intentional) loss of a T PE
pregnancy. See “abortion.” Also called pregnancy
loss.
B% (JEEE) Ri=. W “abortion” (BE
B8) o HARAIEIRESK.
Molecule (n) The smallest unit of a chemical compound that A S
still has the properties of that compound. For
example, a molecule of water is made up of two
hydrogen atoms and one oxygen atom.
Separately, they are just atoms, but when bonded
together, they make a water molecule.
wEnERNRA, MREBZLEDNE
%o flgn, —PNKGFHRHBIMEEFFA—NE
FFERR. 7K, ENRARETF, (EHE
1|]Z*=‘.é?" &rt, eEfMsER—1NKSF.
Mosaicism (n) A condition in which some, but not all, cells in a SERRIN S SERRINR
sample show a genetic difference.
HAFR—LL (BRI @RI REIEE
EFIER.
Motor Abilities (n) The ability to move and use one’s muscles. R AE / BEINEEH
#ahFnE AALARYEE RZRETRE/
Bh{ERAE
Multifactorial (adj) Due to a combination of genetic and non-genetic | Z6[RZ ) ZEZER
(environmental, hormonal, etc.) risk factors that
act together to determine risk.
BTEEMIEEE MR, T/REF) XNKE
%, AI_]/;&EHB_U
Mutation (n) A change in a gene, usually deleterious. See 75K iy
“genetic variant.”
HEEHT, L%Eﬁ%ﬁ’] I “genetic
variant” (GRELTR) .
Non-Invasive Prenatal | A blood test available to pregnant women that JEZF AME To 1) FERTAS
Testing (NIPT) (n) identifies elevated risk for certain genetic FEEF B (NIPT)
conditions in the fetus. This test focuses on (NIPT)
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Term /R1E Definition /X Traditional/ Simplified /
EfRhsL a3z
Nuchal thickening (n) There is a pocket of fluid at the back of the neck SEHET I E M=

of a fetus which can be measured in an
ultrasound between 10-14 weeks gestation
(called the nuchal translucency). If there is a large
amount of fluid at this point, or if later in
pregnancy the neck skin itself appears to be
thicker, this is associated with a higher risk of
chromosome problems and other rare genetic
conditions.

Ba)LEERR R — R, AIEMEYR 10-14 B
ZzEBETBEENE FRABUUERE) . W
R BEXRERE, HEBWMRENZRFEATER
ERAGEEXREE, X5REMFC@EMEM
EIRRERRINERSEX.

Open Neural Tube A birth defect of the spine, spinal cord, or brain BT FRUHEE
Defect(ONTD) (n) that results from a hole in the spinal column not SRR HREE (ONTD)
closing up when appropriate during early fetal (ONTD)
development. The two most common types of
ONTDs are spina bifida and anencephaly.
B, BHESKRAVSERERE, RHTERIL
RHABIREPEHE LMN—NMNIZEEEHEMN
FHERAE TSI, FRFHRE A ONTD 28
BRI .
Ova (n) See “egg.” oN-f- IpF
m ueggn (gﬂ%) o
Ovary (n) The organ in a woman that stores and releases [SIE=A GRE
eggs. There are normally two.
TR ERRRIIFHRE. BEEH
N
I )
Packets of genetic A phrase genetic counselors use to describe genes | ER&: RIEEER
information (n) or chromosomes. (EaLD)
B L] A RiEAE E S R B A EEIE.
Pathogenic (adj) Disease causing. BRI E3E 73150
ST -
Pedigree (n) A family tree that can be used to trace the IRSVAIIESN KL

inheritance of specific genetic traits.

A AT BES ER R R ERRIE.
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
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Penetrance(n)

The probability that a specific genetic trait will be
expressed if a person carries a mutation.
“Complete penetrance” means that everyone
who carries a particular gene mutation will show
the trait related to that altered gene. “Incomplete
penetrance” means that only some of the people
who have the altered gene will actually show the
related trait.

RIEFEEEHFERBE, MR—DPAEHR
T, “EHIEREREBMEFHEERER
THABSRIE 52T REFBXBHFE-
“AREHNEFRRIERBRBIERLELTRH
ASEERIIEAEXMERK.

SR

Placenta (n)

The organ that develops together with an embryo
in a pregnant woman’s uterus to nourish the
embryo through the umbilical cord.
SERpR—EEZPTERNLE, BEFE®S
ERRRIZRE .

=z
oy
Be

Presymptomatic (adj)

Before symptoms appear.

EERE I AT

SEARAT

REARATHY

Prognosis(n)

The most likely outcome of a disease process.

iR E R ATRERYZE R

TR TR /
TR

s

Protein(n)

A molecule made up of chains of amino acids.
Proteins do most of the work in cells and are
required for the structure, function, and
regulation of the body's tissues and organs. Genes
determine how specific amino acids are put
together to form a specific protein.

B SEASEERN Y F. ERREABRPITER
AEHITE, RABEALMBERLN. 6
FIFBFRAER. BERE THFE S &8R0T
HEE—EEREEEAR.

EHHE

ES=)iA

Random(adj)

Happening in an unpredictable way.

AR AT K E .

WA

BEHLAY
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
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Recessive(adj)

A genetic trait in which both copies of a gene
need to be altered for the trait to be expressed;
recessive traits are typically inherited from both
parents, each one contributing one copy of the
gene in question.
FENTEEMRNE N A geRIBIZEREE
B BRMMRBENREN 4%, BA
E— X EERE .

In prenatal genetics, recessive inheritance refers
to conditions in which both copies of a particular
gene pair need to be altered to develop a specific
disease or condition.

EFEENEEFESD, RMIEEEEFFEEEXTR
AN NHBELT UL REFEERICR A
1B

By

(Y ed: )

Red flag (n)

A warning sign or a clue.
EERERER.

BEEW

elfiEsS

Replicate (v)

To copy.
HEATHE DL

=

oL

gkl

Reproductive history

(n)

The experiences a woman has had related to
pregnancy and childbirth. A reproductive history
usually includes age at the onset of menses (have
a monthly period), age at the beginning of sexual
intercourse, age at first conception, number of
pregnancies, number of live births, number of
miscarriages, number of abortions.

T ERBPRMTBERNER. £ELBES
BASFERIESR (BA—X) « MXHFE
AR . BRZZERBER . M2RE. &
FERE RPERE. HERRRH.

A S

F3ESE

Ring chromosome (n)

An abnormal formation of a chromosome in
which the ends of two of the chromosome’s arms
have linked together to form a ring.
FEENFERR, HPREREARBRIR
EEE—ERR—T.

IR A

MRE &
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Term /R1E Definition /X Traditional/ Simplified /
kg Bz
Risk(n) The chance that something will happen; in the JeE fiir JXUB&
case of prenatal genetics, the chance that the
child will have a genetic condition.
REHLENNS; EFIEEFNERLT,
_ _ EZTARERBENIS. R AR
At risk (adj) Has some possibility of having a genetic
condition. LR e SFE X RY
BB TAL. AR
At average risk Has the same possibility of having a genetic A
(adj) condition as the general population. A SXEHY
5—M ABAHEREMIERERRIFTEEM .
o . Has a greater possibility of having a genetic i
At high risk (adj]) condition than the general population. R o= e
b— M A B AR R T R X, B
Has a greater possibility of having a genetic
At higher risk than condition than “X.”
“X” (adj) bt “x” BATRLBEIRERER. JEN NS R E %
. A circumstance that increases the risk of having a
Risk factor (n) genetic condition.
— B MR R RRRNERIERL
Runs in the family Passed down from parents to children to KiEiEE KIRIRE

grandchildren.

MR BHEL T

Saliva (spit) sample (n)

A way to collect DNA from the cells in saliva (spit).

—HRER (O7K) ZBAEARUTER DNA B 755K

R (C7K)
DAk

ME% (O7K)
=V N

Screen (v)

To assess a person’s risk for a particular health
problem, even if the person has no symptoms to
suggest that they have the problem.

WE— N ABIFERREIEMRE, BIEX
NEBEAERRBEAIEERE.

Bt

HE
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Screening test(n)

A test that looks to detect a particular health
problem, even if a patient has no symptoms of
that particular condition.
—MEERNFERROBARE, BESRE
RBIZFERRHRER o

Prenatal screening tests aren’t looking for genetic
changes. They are designed to look at hormones,
chemicals, other things that indicate a fetus might
have a higher risk of a certain condition. They are
not DNA results, do not give a definite answer
about whether someone is affected, and do not
provide a firm diagnosis. They are usually
reported as a risk number (e.g.,alin__
chance), and if this number is above a certain cut-
off point, the result will be categorized as “screen
positive” or “screen negative.”
FRIFERNARESHRERTS. EIEE
EEHE. WEYRMEMRIARKILATEER
WT%E’JHB&E&?EE’J%EO 1172 DNA 45

R, /xﬁ%tlj%?%AméxﬁlJE’ﬂﬂE’Jﬂﬁﬁ%K

FERMEATAIZHET . ENBERRE

jjﬂlﬁi&—?— (15']!1111‘&%1% 5z 1) , MR
ZEFESTENTRR, NERE %)S‘Z)Elééjj"”'
ErAM S THERR IEO

Bk RlE

iz Rl

Semen (n)

A liquid produced by the testes, the prostate
gland, the seminal vesicle, and the bulbourethral
gland that carries, nourishes, and protects sperm
cells on their way to fertilizing an egg. Also called
seminal fluid.

HEA. BIFIRR. HEEFEKEKER =4 MK
K, EINFEZBEREPHBE . EARTERPE
FHA. wIRAER.

Seminal fluid (n)

See “semen.”
Il “semen” (&) -

Sensory abilities (n)

The ability to see, hear, touch, taste, and smell.

MuTy IT5E. METE. PRICFINRSTHYRE
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Sickle cell disease (n)

A genetic disorder caused by a mutation in a gene
that helps to make hemoglobin, an important part
of red blood cells. In sickle cell disease, red blood
cells can become sickle-shaped (instead of round
as they should be). These affected blood cells do
not function properly, and die early, leaving a
shortage of red blood cells, and can block blood
flow causing pain.
—MEBAETHENIEAMERRT RN
hﬁrﬁ,MJEE%ﬁﬁWME%ﬁ&%
7. ERRAEREE, ﬁ%% TR RITIR

(MAREEHER) . XLZFFNAY ML
NEEARIEE, SR%ET, SHOIARTE, F
SPEEMTE, SHEER.

BRI AR B

SRR 40 s

Single site analysis (n)

A genetic test that looks at only the part of a gene
that is known to be associated with a certain
disease.
—FhEE,
EEEB7 .

NERE M SRR REXH

BT

BROH

Somatic genetic
changes (n)

Genetic changes in an individual that occur after
conception. For example, exposure to the
ultraviolet rays in sunlight can cause problems
with replication of genetic material in cells,
leading to changes in the gene that controls cell
growth and then to skin cancer. These changes
are somatic genetic changes.
ZREEEENNIANEETH. B, REEMH
KRN T RSB PIEEIRNES]
HIRic)EE, Mﬁﬁ—rﬁ?"‘%ﬂ*ﬂiﬂ@ii’tﬂ’]%lﬂii
TR, RESHEKE. XETHIAMAIE

LR

P
t

R LT
g4

Special education (n)

Education that is tailored to individuals with
developmental delays or other learning
disabilities.
AEERENHMFSERHNNAZE S EHD
HE.

FikEE

FHREE

Sperm(n)

The reproductive cells of the man. When sperm
fertilize a woman’s egg, a baby develops.

BHAEEME. HEFELHENINTER
B, BILBSXB.

BT

T
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Term /R1E Definition /X Traditional/ Simplified /
kg Bz
Sperm donation (n) The process through which a man allows his Bish 18¥5
sperm to be collected and used to fertilize the
eggs of a woman who is not his sexual partner.
BARFMAEFHEEFBTESZMAME
R L RO FZERIE IR,
Spina bifida (n) A congenital defect of the spine in which part of B EHEx

the spinal cord is exposed through an opening in
the bone structure. This may result in nerve
damage and some degree of paralysis in the legs.
B —FAEXMEHRE, HhRosiERds
BEMPNAORELR. XATRSSHHE
54 AN R FR SR A2 B D R -

Statistically significant
(adj)

A measurement of whether the findings of
research are meaningful. Refers to the likelihood
that a relationship between two factors is linked
by something other than chance.
HEMREREBEEN. EAEITERZERN
XAEHIEBARERHKRERNATREN .

BHtEEN

It

BHITFEX

5

Supportive seating (n) | Seating, such as a wheelchair, that helps an B R R B RR{L
individual function in their environment and that | KL EER
prevents worsening of their condition.
BEf (Blanie#s) BTN AEEMEFLE
YERFH R L HR T .

Teratogen (n) Something that has the potential to disturb the e Ha R LB
normal development of an embryo or fetus.
BRgE TSR LIEE A B,

Termination of See “abortion.” TR & 1FITR

pregnancy (n)

I8 “abortion” (BERS) .
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Test result (n)
Negative (adj)

True negative (n)

Positive (adj)

Variant of
uncertain
significance (n)

Polymorphism (n)

A negative result on a genetic test means that the
laboratory did not find the specific genetic change
that the test was designed to identify.
EEEMAAMEREREXLHRERZHLINGE
MEERBFEERTIL,

When a patient is being tested to see if he or she
has a specific genetic change that is present in
other family members, a negative result can be
considered a “true negative.” This means that
instead of having an increased risk for cancer like
other family members, they have the same risk as
everyone else in the general population.

X BEHITRMNATECSI S TERHM
HKEMRPEENTFEERTURE, AMER
AT A ERA Y. "XEREMIITSGEM
HEERL RABHEIE N BRERNNG, MR5EE
ABPREM A BBHEEIRXE.

A positive result on a genetic test means that the
laboratory did find a specific genetic change that
is associated with a hereditary cancer syndrome
(a deleterious mutation). In cancer genetics, that
means that the patient has an increased risk of
getting the cancer(s) associated with the gene.
ERERNAEM ERERELRERILI T
5EEMEELSEE (BERT) HXEFE
EET. EEEREFED, XEREEEE
L 5izEFE XA EERXKIEM.

If the laboratory finds a genetic change for which
currently there is not enough information to
know if this change is problematic or not, it
reports a “variant of uncertain significance.”
Basically, this means that the laboratory found a
genetic change, but they don’t know what it
means. All of these variants will eventually be
reclassified as either a “positive” or “negative”
result. Most become “negative” and are thought
to represent natural variation between
individuals.

MRIWELIMBRNRE EBERIHAXME
HREEEOBHERTK, ESREEETLH
EEXHTSR. "&EXLE, XEREXWELIN
TERATK, BHIITHEXERENFA. T
ERXETRRAEBHENT L RPN TA
MER. KREWER AN, HBIAARKEKRT
MAZERBRES.

Everyone has some degree of commonly
occurring genetic changes that are not associated
with cancer. If the test finds this sort of change, it
reports a “polymorphism.”

AR
ESE]

>

HfztE

bl

P

BEEAH
HfEFY S 5

WIMEER
A TERY

HIAM

BRI HY

BXAH

TR
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

BB E—ERENSBELXNELEE
T, MREVLIEXMENL, ESREST
. 7

Testes (n)

The organs in a man that create and release
sperm. Also called “testicles.” Singular testis.
BEANAFEERMBREFHREE. BIRAE
o "BER.

20

Toxic exposure (n)

Contact with something that is harmful or
poisonous.

EMAEIAENIR.

IR
e EY)

BHRE

Trait(n)

A characteristic of a person.

— N ABIFHIE .

In genetics, traits are aspects of a person defined
or influenced by their genetic code, e.g., eye
color, blood type, risk for certain diseases.
FEIREFEP, HFUERFTIREENEXEF MM
AWIRLESHE, GIAnREHE. mMB, FLix
REIRUE .

Rl

FHIE

Translocation (n)

Translocations are a type of chromosome
rearrangement. They can be “balanced,” meaning
that two chromosomes have pieces that have
“swapped” with each other, but there is still the
correct amount of chromosome material.
Balanced translocations do not usually cause
medical or development problems. They can also
be “unbalanced” where pieces of chromosomes
have traded places, but there is missing or extra
chromosome material. Unbalanced translocations
will often cause medical and development
problems.

SURRBARERN—F. ENATUR TS
B, XERERFREHRNREEE R,
BRHABERBENEEHTYIR. TEZUE
BARSHETHLTEM. ENHRAER R
TRy, BREARER®RTAE, BHIHR
PEERPEBEEME. FTEEZNUBESS
HETMA B0,

M |

AL
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Term /KRB

Definition /X

Traditional/

BRHX

Simplified /
Bz

Typo (n)

A mistyped word; shortened slang for
“typographical error.”

—MTHEIF; “ERIER NESEIE.

In genetic counseling “a typo” is commonly used
as an analogy to refer to mutations or variants in
a gene.

EIREEET, EF RERIELRLRENRE
EPHRTERTR.

T

-2

Ultrasound (n)

An imaging method that uses high frequency
sound waves to create a picture of something
inside the body, such as a fetus or baby.

— Mg sE, BEERSHARRLZERRE
MREER, BIankR)LsE)L.

AR

Uterus (n)

The organ in a woman’s lower abdomen in which
a fertilized egg develops into an embryo, then a
fetus, then a baby. Also called “womb.”
ZHTERNRE, THRIVEEPLZEME
BR, AE=RIL, RE=ZEIL. BRAF

2
/= o

N
il

Vagina (n)

The tube-like part of the female reproductive
system that extends from the cervix to the
outside of the body.

ZHEERGNERES, N FEITEHREF
ohe

A

I

Variant(n)

A version of something that differs from the
norm. So, a genetic variant is a change to the
usual genetic sequence.
SEMEAREMNIRMERA. B, BEERRE
B EREFFIRE.

1t
0

Vas deferens (n)

The tubes that lead from the testes to the
urethra, through which sperm is ejaculated.
NEABERENEF, BFETXLEEFH
II:I:I[ o

mEE

X-linked

A trait that is influenced or determined by a gene
on the “X” chromosome.

Z X" REF ENERZWIORERI MK

X A e Rl
ih]

X E$RY
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Family Relationships

REXER

For genetic counselors, it is very important to know if a relative is a blood relative or a relative by

marriage.

MTFIRMEE IR, THREBRMEGFRLRIERERIFEEE.

spiritual guide in life, named as such through a
ceremony in the Catholic church.

— MMEIRREHE R RE S ERSIIA &,
BERXFHEHNX G

(Formal/informal
acceptance of
kinship in a non-
Christian context)

3 N Traditional Simplified
Term Ri& Definition & X ;MIS;:; fi.lﬁn;z;l:l::ei
Parent Your mother or father. LB %
REVBEERB AL
Mother For genetic purposes, the woman whose egg was | £E# B3
fertilized and grew to be you.
HFEEE/, PFEEHBIKARANETE,
Mother-in-law Your husband or wife’s mother. e 55
REKBEFHIEF.
Stepmother Your father’s wife who is not your biological A Gk
mother.
RIGENEF, TRIFFEERRE.
Adoptive mother | A woman who is not your biological mother but . %5
who accepted legal responsibility for and raised
you.
— N RIRFESFERREEEEREHT
FIRKKRBI 1.
Godmother A woman chosen by your parents to be your s H &
IR} H4E

39




Glossary of Pediatric Genetics Terms — Chinese

JLBHEMEZEARIER

i \ Traditional implifi
Term RiF Definition X ;;::;; %n;;é;;j
Father For genetic purposes, the man whose sperm %) RIE
fertilized the egg that grew to be you.
HFEEEN, B FEINTFZE, RERKA
RIS
Father-in-law Your husband or wife’s father. A1 =X
4 aly NA> P s
IR XH BT HLE. S 5
Stepfather Your mother’s husband who is not your biological | <, £ 3%
father. ’
REFERISLR, TRIRIFEFE.
. A man who is not your biological father but who 240 %4
Adoptive father accepted legal responsibility for and raised you. ~
— PR RIREERFBARKIEEEREHE
FIRK KB 4.
Godfather A man chosen by your parents to be your spiritual dn AL
guide in life, named as such through a ceremony 3% %HB
in the Catholic church. (formal/informal
— MR R EHERIRE ST E | acceptance of
M, BEREHEOURASE. kinship in a non-
Christian context)
Aunt Your mother or father’s sister or sister-in-law. e 4 R/ 818/
REEFESAERIEKR I T /5B 1K (younger aunt) /e /M
RIS
(older aunt)
Maternal aunt Your mother’s sister or sister-in-law. B} /EE B/ 89
REERVIEIR S I /B Ik - (wife of mother’s
older brother)
Gt / kA
Paternal aunt Your father’s sister or sister-in-law. (father’s
RAGRAVIEIRTIL T/ 5648 . older sister/ father's | FESS/MAR/E
younger sister)

o

(wife of father’s
younger brother)
Btk

(wife of father’s
older brother)
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. . N Traditional Simplified
Term Rig Definition BN e chr fiﬁﬁzﬁhi
Uncle Your mother or father’s brother or brother-in-law. | /NE EE/BER/AR
RESESACER B IR/ IR K (younger uncle) /R 3 5L
KE
(older unlce)
Maternal uncle Your mother’s brother or brother-in-law. LEY
REFRA TR EIER /KK (husband of BE/%RkK

Paternal uncle

Your father’s brother or brother-in-law.

TRAFHI LB TR /IR K -

mother’s sister)

R AL (father’s
younger brother)

{(EB%

(father’s older

1B/ R

brother)
it/ 4522 (husband
of father’s sister)
Cousin Usually understood to be a first cousin. (%) e SR ik B/ R EEK
BEWIERARE/RABIEK.
First cousin Your aunt or uncle’s child. = L B ihik (father’s
REVYRYD /B B/ W18/ R B /MEHEE/IRK/A | side) 2/RETF/E
R/ G I T%F Z
i . Rk
First cousin once Your aunt or uncle’s grandchild or your first (mother’s side)
removed cousin’s child
REVIRE/EE/5B/ RS /M EE/iEK/A
SRR I T SRS R EIBRINT | s et | BRE/RET
¥ (father’s side) 1E&Z
Second cousin The children of first cousins are second cousins to EEE
each other. Eerines
/R R BEROBT RELOTEE/ERE | (mother's side)
SHIK.
Grandparent Your parent’s father or mother. 1B EE INEA R/
RV BHIAFHEF. AR
Grandmother Your mother or father’s mother. tBEE SNER/EE
Maternal Your mother’s mother. R SNEE
grandmother R ERNTE,
Paternal Your father’s mother. e e A&
grandmother R EHRE,
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Term RiF Definition & X ng;;;l %n;;:;;i
Grandfather Your mother or father’s father. tHAC SMER /AR
REVEEREAERIR E .
Maternal Your mother’s father. NN BTN SMER
grandfather REVEERERIAE .
Paternal Your father’s father. 5%/ 2358 B
grandfather REIRERRE.
Great aunt Your mother or father’s aunt. WE I AE B | h/RER
REVEE RS AR RIIR D/ B 18 /118 /{R 8 /X TREE TR
Maternal great &, YRIE R
aunt Your mother’s aunt. G [A%E | 352 |
REVE SRR ERIE/ B 15/ B /B /R . RE IR iR
Paternal great Your father’s aunt.
aunt REVAEHI RIS/ B 15 /5 B /B /R .
Great uncle Your father or mother’s uncle. =W/ R VNI R C /N B/EBHER
REVAES BRI S 8 /1R K /A /3 9
Maternal great A2, fEtHE) (older
uncle Your mother’s uncle. brother) BHXR
REVEERI B B /RK/MB R/ /TR A (younger
Paternal great Your father’s uncle. brother) AER
uncle REVAEHI B B /IRK/MB R/ /TR
Great grandparents The parents of any of your grandparents. R tHAL B HiE A B
REVERARX TR E .
Great grandmother The mother of any of your grandparents. e fH R wh 28 £
REVEBARXIRIEE.
Great grandfather The father of any of your grandparents. e tH <2 A A

{REVIEMIABAR B SE.
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Term Rig

Definition X

Traditional

Fikrhe

Simplified
(1% 32574

Siblings

Half siblings

Stepsiblings

The children of your father and mother.
REVAEAEERTZT .

Siblings (brothers and sisters) who have either the
same mother and different fathers, or the same
father but different mothers. Half siblings share
some genetic similarity with you.
FFRXHEIRXF BT HEE (LHE
%K) . RSB S IRE—LIEEREME.

The children of your stepmother but not your
father; or the children of your stepfather but not
your mother. Stepsiblings do not share any
genetic similarity with you.

RGFEZT, BRRMRFENZT; HER
PRXMZF, EFZREFENET. 4T HH
KSR BIERNEE RS,

SLEA

i€ S SE RS
SCHY LS ik

4 LB bk

P H1ER oS

bR LS

4k SL SRR Ik

Twins

Identical twins

Fraternal twins

Two siblings born at the same time.

A SRR EIRT A .

Twins who developed from the same egg and
sperm, meaning that they are genetically
identical. Also called monozygotic twins.
MEI—ORFRIEF L B MR, X&E
REMIIERER EREER. BIRAREIINAE

Ba.

Twins who developed from different eggs and
sperm, meaning that they are genetically different
and have the same number of shared genes as
any other sibling. Also called dizygotic twins.
MR ERF R F & B MRAIWAEEG, X&=
WEMIEERE LRAER, HAESERMEM
RBERAFHERERENSHZER. HikRAR
SR AERR o

ARG

[E] N R

SLONEERAG

X ARR

[EI5R X AR AL

SO AEAG

Triplets

Three siblings born at the same time.

=R BRKEREA .

=g

=HKafa
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i \ Traditional imblifi
Term Rig Definition BN ;;ét;; %n;;é;;j
Sister A sibling who is a girl. Wik LIERS
= LIZR LB K.
Sister-in-law Your brother’s wife or your husband’s sister. T8 T B/ BIR/R
fRLBHEF IR RAVIELR (older brother’s wife) | $F//NitF
5515 (younger
brother’s wife)
Half sister A girl who is the either the child of your father EREAS e
with a different mother, or the child of your (same father)
mother with a different father. EISE Y EE Jiiakilzk
—aR, BARGRFMS—EBFEOE | (e mother)
F, ZEARREFEME —NRFENEZET.
4
) Resphik /RS
Stepsister The daughter of your stepmother or stepfather
and therefore not biologically related to you.
RV B RZ)L, BSREEEYFE
LHIXFE.
Brother A sibling who is a boy. = e
= HEA LRI,
155 (older sister’s) WEKR/RK/E
Brother-in-law Your sister’s husband or your wife’s brother. e H/EE
RIBIREYSL R IREFRI LB (younger sister’s)
Half brother A boy who is the either the child of your father [E4 B 2
with a different mother, or the child of your (same father) B
mother with a different father. [EIREEAS
B, BARGRFENS—EENE | (same mother)
F, ZARRBEMS—IPRENZT
Stepbrother The son of your stepmother or stepfather and 40 ErLEs
therefore not biologically related to you. ’
REVEA RS R R R ILF, BESREFEDNE
ERIXE
Niece Your sibling’s daughter. 1% (brother’s B /N
RITBIEKAIL L. daughter)
SNEB 2 (sister’s
daughter)
Nephew Your sibling’s son. #%F-(brother'sson) | {&EF/4ME
RSB IEEKAIILF - YN (sister’s son)
Spouse Your husband or wife. LT =2 iRt

REV L RHET -
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Term RiF Definition & X T;;;t;;l %n;;:;;j
Wife The woman to whom you are married. FzT o
S5R&E\ILEA.
Husband The man to whom you are married. PN sk
S{REIEHIB A
Children Genetically speaking, the people who are SN =T
produced from your egg or sperm.
MEE L, MREIIFSEFH~ERNA.
Daughter Your child who is a girl. 25 7L
BRZZTF .
Daughter-in-law Your son’s wife.
RILFHOEF. ISy G JLE
Stepdaughter Your spouse’s daughter who is not your biological
child. Ry 44
REEBRNZIL, TERRIFEEZTF.
Adoptive daughter | A gjr| for whom you have accepted legal
responsibility and raised even though she is not s FI
your biological child.
—N&a¥%, BEBARRNEERET, REE
Goddaughter REFBERREFEFHKKA.
A girl for whom you have accepted spiritual 4y
responsibility within a ceremony of the Catholic 2141 H
church; she may or may not be biologically = )
related to you. (formal/informal
— N &%, REXREHSHMGNF AitkiEE E.Cce}f’.ta.n ce of
WEAE; WARSHEAENFENXR, wr | (o010
BERH.
Son Your child who is a boy. B JLF
EBZNZF.
Son-in-law Your daughter’s husband. poRiist TIE
R& LIS K.
Stepson Your spouse’s son who is not your biological child. | %47 A
RECIBIIILF, FRIFFEEET.
Adoptive son A boy for whom you have accepted legal
responsibility and raised even though he is not BT HF
your biological child.
—1NB%, BEMARRNEEREZT, REE
HERIBERREFHERELK. wr
Godson A boy for whom you have accepted spiritual I EUT HF

responsibility within a ceremony of the Catholic
church. He may or may not be biologically related
to you.

— "B, REXRETHLSMNNUK P AEIER
HRE. WARSHREEMELNXR, WA
RERH.

(Formal/informal
acceptance of
kinship in a non-
Christian context)
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Term Rig

Definition X

Traditional

Fikrhe

Simplified
(1% 32574

Ancestor

A person from whom you are descended, usually
more remote than a grandparent.

fREVMEZE, BELERXSEER.

Hk

8%

Fiancé(e)

The person whom you have promised to marry.
RENSHEENA.
Man: fiancé

5: RIEX

Woman: fiancée

L RIEE

RIER (FF)

RIEXR/E

Domestic partner

The person with whom you are living and have an
intimate relationship, but to whom you are not
married.

SREMEHBFRBERRERGENA.

I P

EEHE

Divorced

Having ended a marriage.

HRT—ERIEH,

Engaged

Having promised to marry someone.

ERIFBEAIN.

Widow

A woman whose husband has died.

EREHELZA

Widower

A man whose wife has died.

ZFEHHE A

Relative

A person in your family.

RRIEEHIA.

HUR

Blood relation

A person who is related to you by blood not
marriage, e.g., your sister, but not your sister-in-
law; your mother but not your stepmother; your
daughter but not your adopted daughter.
S51RAMEMmMIEEREX RN, HlanfrRviE
%, BRZIRINEF/HK; RIVEE, BRZ
REVEEEE; RE9LIL, BRARMRMFR.

IR

Mmex &

Next of kin

Your closest living blood relation.

REFIEAME KX R

BER¥R
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