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Robersonian Translocation
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Balance translocation

NST 11




Unbalance translocation disorder

Parental kayotyping
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QUY TRINH PHAN TiCH MAU _
St dung quy trinh theo bo kit VeriSeq PGS - lllumina.
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Khuéch dai ADN Tao thw vién va gan DPoc trinh ty cac doan Phan tich két qua
Index cho cac mau ADN bang may MiSeq
Khuéch ADN tir 1 t€ bao Céc mAu ADN dugc cat nhé C6 thé doc téi 24 mAu trong 1 KEt qua trinh tw doc tur may
(Phoi Ngay 3) hodc nhiéu té bao va gan Index dé phan biét lan chay. Mdi doan ADN duoc Miseq dugc dua va phan
(Phoi Ngay 5) bang bo kit SurePlex gitta cdc mau (24 mau). doc hang nghin [an. mem BlueFuse dé phan tich
- WGA
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Partial trisomy 5p
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Két qua: KARYOTYPE: 46,XX,der(1)add(1)(p36.1)
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Partial trisomy 4q

27.6 Mb
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Abnormal karyotype in Down’s syndrome screening prograr.-
Caine 2005 Hung Vuong hospital 2016
(N=3081) (N=412)
Detected by Rapid Aneuploidy Diagnosis testing
Down syndrome (+21) 1809 172
Edward syndrome (+18) 178 69
Patau syndrome (+13) 64 22
Sex chromosome abnormal 366
Tetraploidy 3

Triploidy 24
Total 2444

Not Detected by Rapid Aneuploidy Diagnosis testing
Balance strutual rearangement (inherited) 278

Marker (inherited) 24
Balance strutual rearangement (de novo) 137

Marker (de novo) 89
Orther aneuploidy 24

Unbalance strutual rearangement 85 27
Total 637 (21%) 74 (18%)




Chromosome abnormalities

N=10.323

Sex chr,
129,

Other, 179%

Tri 21, 53% |

Tri 18,0

Welleslly et al., Rare chromosome abnormalities, prevalence and prenatal diagnosis rates
from population-based congenital anomaly registers in Europe. EJHG, January 2012 20:
521-526



Chromosome abnormalities

No. of Liveborn Total prevalence % Prenatally % Maternal age

Type of chromosome error cases (%) per 10000 births detected = 35 years
Triploidy 296 10 (3%) 1.26 92% 20%
Other trisomies (non-21,18,13) 202 0.86 82% 46%
Full trisomies 58 0
Mosaic trisomies W 141 58 (41%)
Markers 101 52 (52%) 0.43 77% 53%
Unbalanced translocations 221 138 (62%) 0.94 52% 12%
Deletions, not including 437 261 (60%) 1.86 43% 23%
microdeletions (see Table 3)
Microdeletions 299 269 (90%) (1.27)
22qll 227 197 0.96 38% 16%
711 (Williams) [Fadddd 26 26 3%

28 28 0%
15ql1 (Prader-Willi) 0%

9 9 78%
15911 (Angelman) 9 9
11p15 (Beckwith-Wiedemann)
Duplications 165 101 (61%) 0.70 48% 28%




Chromosome abnormalities/Prenatal screening
N= 2.993

Other
chromosome
ab., 179

Nhom dan s6 tam soat bang sinh hod 1,3tr thai phu, FPR 5,2%. 26.000 (38%) ca chan doan
Norton 2014



RAD:Substaintial-risk
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Total Abnormal

RAD (%)
Caine 2005 3081 2444
(N=98166) (79%)
Hung Vuong hospital 412 338
(N=10674) (82%)

™ Khéng can bang ™ Can bang

Abnormal

RAD (%,%
total )
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(21%,1%)
74
(18%,0.7%)
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3
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Substaintial-risk,
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Karyotype vs CMA: prenatal

N Engl J Med. 2012 December 6; 367(23): 2175-2184. doi:10.1056/NEJMoa1203382.

Chromosomal Microarray versus Karyotyping for Prenatal

Diagnosis

Ronald J. Wapner, M.D., Christa Lese Martin, Ph.D., Brynn Levy, M.Sc.(Med.), Ph.D., Blake
C. Ballif, Ph.D., Christine M. Eng, M.D., Julia M. Zachary, Melissa Savage, M.S., Lawrence
D. Platt, M.D., Daniel Saltzman, M.D., William A. Grobman, M.D., M.B.A., Susan Klugman,
M.D., Thomas Scholl, |

Aggarwal, M.B., B.S., E [N L[®g{DR{T[6)\V
Lamb, Ph.D., Elizabeth

Lisa G. Shaffer, Ph.D., 29 centers
S Te ] 4406 pregnant women: karyotype vs CMA

MEZASReADSEIEEY Abnormal on ultrasound group: 6%
Positive Down’s syndrome screening group: 1,7%

i i
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(Published Electronically Ahead of Print on March 1, 2016)

PRACTICE BULLETIN

CLINICAL MANAGEMENT GUIDELINES FOR OBSTETRICIAN—GYNECOLOGISTS

NumBer 162, May 2016 (Replaces Practice Bulletin Number 88, December 2007)
(See also Practice Bulletin Number 163, Screening for Fetal Aneuploidy)

Prenatal Diagnostic Testing for Genetic
Disorders

Prenatal genetic diagnostic testing is intended to determine, with as much certainty as possible, whether a specific

genetic disorder or condition is present in the fetus. In contrast, prenatal genetic screening is designed to assess whether

a patient is at increased risk of having a fetus affected by a genetic disorder. Originally, prenatal genetic testing focused
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Indication of prenatal diagnosis testing

Abnormal ultrasonography:

CMA (+ 6%)

Sign of T18,T13,T21,MonoX: RAD + Karyotype
Down’s syndrome screening program (Bio., maternal
age, ...), DNA test, worry

FISH or QF-PCR

Karyotype: Patient’s choice

CMA (+ 1,7%): Patient’s choice
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Thankyou!

128 Héng Bang, Quén 5, TP.HCM
*DT: (84-8) 8550585 - 8558532 *Fax: (84-8) 8574365
*Email: bv_hvuong@hcm.vnn.vn

Bénh vién Phu San Hing Vuong dugc xép loai bénh vién chuyén khoa hang I, 1a co sé khdm chita
bénh tryc thudc S6 Y t& TP.HCM, lam nhiém vu kham - chita bénh chuyén khoa bao gém 24 quén,
huyén ndi - ngoai thanh va mét s6 tinh thuéc mién Péng Nam bg.

* C4p cliu, kham, chifa bénh - dao tao can b - nghién ciiu khoa hoc
- chi dao tuy€n truGc vé chuyén mon ky thut - phong bénh, phong
dich - hgp tac qudc t& va quan Iy kinh t&' y t&.
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128 HONG QUANE - € 78550585

™ Co s vat chat:

*Trang thiét bj hién dai
*Co st ha tdng mai rat khang trang va phii hgp. - >

@ Do ngi nhanvien: SN

* Luc lugng thdy thudc chuyén khoa sau, nhiéu kinh nghiém trong
thuc hanh 1am sang va nghién ciu khoa hoc. )

& Muc tiéu phan dau:

Dac biét
Tuyén truyén giéu dyc siic khoe * M6 ndi soi

tai ph kham th; . . " g
{@iphong kham;tha) *M@ cét tir cung duding am dao trong mot so truding
hop bénh Iy vé khdi u tif cung va cd tif cung (khdng

dé lai sgo & bung, thdm my cao)

* Chdn doan va phat hién sém ung thu va, didu tri
t6t cac bénh Iy lanh tinh nhii hoa.

* Diéu tri ndi (tranh phdu thuat) trong mot sd
truting hgp thai ngoai tif cung chua va.

* Khéam va diéu tri him mudn - Thyc hién thy tinh
trong 6ng nghigm

* Kham va diéu tri tién man kinh, man kinh

* Nudi s6ng thanh cdng nhiéu tré non thang

Phau thudt ndi soi Theo doi san phy qua Monitor san khoa (tai phong sanh)

* Khong ngling nang cao chat lugng kham - diéu tri va theo doi -
cham s6c ngudi bénh.

* Khdng ngiing phat trién k¥ thuat y khoa, (ing dung nhiing tién bo
khoa hoc k¥ thudt trén tinh than “y khoa chiing ci”

* Lubn phyc vy ngudi bénh v6i tinh than trach nhiém cao, thyc hién
c6ng béing xa hdi trong cham soc siic khoé nhan dan.

Phong san soc tich cyc (tai khoa nhi so sinh)

Quan Iy thufc bing ma s& vach (tai khoa dugc)

-

Siéu am vii (tai khoa chdn doan hinh anh)

B L

Phong Labo (tai khoa hiém mudn)



