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Pucku no opmMmpoBaHuMIO NaToNIOrUN y NN0AA:

@ BpoxAaeHHble
MOPOKMH
pa3BuUTUA

B MOHOreHHsble
3abonesaHuA

B XpOMOCOMHble

%
5%
dHOMaJIH
CpeaHuUM pUckK Puck no Bospacty (xk>35 Pogutenu - Hocutenu HebnaronpuatHasa
net, m>42 ner) rEHETUYECKUX 3Ko/I0rMyeckKasn
3aboneBaHUi 06CcTaHOBKa/aBUTaMUHO3 Y

poautenen



[lperpaBugapHas NnoAroToBKa

lMpez2pasudapHoe KOHCYnbmuposaHue

lMepsuvHoe obcnedosaHue ecem ycs08HO 300p0BbIM NAPAM

Y2nyb6neHHoe obcnedosaHue u neyebHo-npogpunakmuyeckue
meponpuamus




[MpeKoHUEeNUUOHHbIN FreHEeTUYECKUN CKPUHUHT -

obcnegoBaHme  byaywmx  poauTenen  ANS BbIIBJIEHUSI  CKPbITOrO
HOCUMTENbCTBA MYTauUWM, OTBETCTBEHHbIX 33 pPa3BUTME ayTOCOMHO-
peL.eCCUBHBIX HAaCcNeACTBEHHbIX 3aboseBaHUM.
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AyTOCOMHO-peLeccuBHble 3aboneBaHuUA

* M3BECTHO HECKOJIBKO THICSY HO30JOTHUYECKUX (POPM, KaxKaas
M3 KOTOPBIX BCTPEUACTCA PEAKO UM KPAWHE PEIKO B
MTOMYJISIIIA

» Haubonee vacto
MaHU(PECTUPYIOT B JIETCKOM
BO3pacTe, OrpaHUYMBas
KauyeCTBO U
IPOAOJKUTEIBHOCTD KU3HU

* Bo3moxHOCTB
METa0O0JIMYECKON KOPPEKIIUU
TUI1 HEKOTOPBIX (hopM
(KOTOpBIE€ BKJIIOUYCHBI B e
IIpPOrpaMMbl HEOHATAIHHOTO
CKPUHUHIA)
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|||||||||||||||||

Hemophika A o

©perap s Chromosome 5
number .




PekoMeHA0BaHO BK/IlOYEHUE B NPEKOHLEeNUMOHHbIN

CKPUHWHT:

* MyxkoBUCIIHA03 (MCCIIEIOBAHUE
qacTeix MyTanui B reHe CFTR)

* CnuHanbHas MbIIEYHAas aTpodus (aHAIU3

HauoOoee

nenenun 7 u/mnn 8 3k30HOB reHa SMNT)
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Carrier Screening in the Age of Genomic Medicir

ABSTRACT: Carrier screening, whether targeted or expanded, allows individuals to consider
reproductive options. Ultimately, the goal of genetic screening is to provide individuals with mean
tion that they can use to guide pregnancy planning based on their personal values. Ethnic-specific,
expanded carrier screening are acceptable strategies for prepregnancy and prenatal carrier screenir
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Recommendations for Specific Conditions
Spinal Muscular Atrophy

Screening for spinal muscular atrophy should be
offered to all women who are considering pregnancy
or are currently pregnant.

In patients with a family history of spinal muscular
atrophy, molecular testing reports of the affected
individual and carrier testing of the related parent
should be reviewed, if possible, before testing. If
the reports are not available, SMNI deletion testing
should be recommended for the low-risk partner.

Cystic Fibrosis

Cystic fibrosis carrier screening should be offered
to all women who are considering pregnancy or are
currently pregnant.

Complete analysis of the CFTR gene by DNA
sequencing is not appropriate for routine carrier
screening.

For couples in which both partners are unaffected
but one or both has a family history of cystic fibrosis,
genetic counseling and medical record review should
be performed to determine if CFTR mutation analy-
sis in the affected family member is available.

COMMITTEE OPINION

Number 691 e March 2017

Committee on Genetics

(Replaces Committee Opinion Number 318, October 2005;
Committee Opinion Number 432, May 2008;

Committee Opinion Number 442, October 2008;
Committee Opinion Number 469, October 2010;
Committee Opinion Number 486, April 2011)

This Committee Opinion was developed by the American College of Obstetricians and Gynecologists’ Committee on Genetics in
collaboration with committee members Britton Rink, MD; Stephanie Romero, MD; Joseph R. Biggio Jr, MD; Devereux N. Saller
Jr. MD; and Rose Giardine, MS.

This document reflects emerging clinical and scientific advances as of the date issued and is subject to change. The information
should not be construed as dictating an exclusive course of treatment or procedure to be followed.




YacTtoTa rereposnroTHOro HoCUTe/IbCTBa MyTaLUM:

Table 2. Cystic Fibrosis Detection and Carrier Rates Before and After Testing <

Approximate Individual
Detection Rate* Individual Carrier Carrier Risk After
Racial or Ethnic Group (%) Risk Before Testing Negative Test Result'
Ashkenazi Jewish 94 @ 1/380
Non-Hispanic white 88 1/25 1/200
Hispanic white 72 1/58 1/200
African American 64 | 161 | 1/170
Asian American 19 \ 1 / 1/180
*Detection rate data based on use of a 23-mutation panel. NS

"Bayesian statistics used to calculate approximate carier risk after a negative test result.

Modified from the Amenican College of Medical Genetics and Genomics. Technical standards and guidelines for CFTH mutation test-
ing. American College of Medical Genetics Standards and Guidelines for Clinical Genetics Laboratories. Bethesda (MD): ACMG; 2011.
Available at: htip://www.acmg. net/docs/CFTR_Mutation_Testing_2011.pdf. Retrieved September 12, Z016.

Table 1. Carrier Risk Based on Ethnicity and Residual Risk Assuming Negative Test Results <

Carrier Detection Carrier Risk Residual Risk Residual Risk
Ethnicity by Ethnicity (%) by Ethnicity 2 Copies SMN1 3 Copies SMN1
Caucasian % /131\ 1632 13500
Ashkenazi Jewish 90 14 1:350 1:4,000
Asian 93 1:53 1:628 1:5,000
African American 71 R 1:121 1:3,000
Hispanic 91 \ 1117 / 11,061 1:11,000

Adapted with permission from BMJ Publishing Group Limited. HendricksMohoe C, Akmaev VR, Sugarman EA, Labrousse P, Boguslavskiy L, et al. Differences in
SMN1 allele frequencies among ethnic groups within North America. J Med Genet 20094664 1-4.



Ocobblie cnyuan, Tpebyrowme HANBUAYANbHOIO NOAXOAQ:

- Hanunuwne HacieacTBEHHOTO 3a00JIEBAHUSA B CEMBE
- KpoBHOpOACTBEHHBIN Opak

* JKEeHIUHBI, UMEIOIIUE B CEMbE CIIyYaul YMCTBEHHOW OTCTAJIOCTH Y

JTUI] MY>KCKOTO ToJ1a / SMYHUKOBYIO HEJIOCTATOYHOCTH (aHAIU3
reHa FMR])

* DTHHYECKAas IMPUHAJICKHOCTD



DTHUYecKas NMPUHAANEXHOCTDb:

Carrier Frequency Carrier Frequency in
Condition in General Population Specific Ethnic Groups
ce-thalassemia Unknown African (particularly sub-Saharan): 1in 3

Mediterranean: 1 in 30
Southeast Asian and Middle Eastern: 1 in 20

B-thalassemia Unknown African American: <1 in 8
Ashkenazi Jewish: Varied
Asian: 1in 20
Mediterranean: 1in7
Bloom syndrome <1 in 500 Ashkenazi Jewish: 1 in 100
Canavan disease <1in 150 Ashkenazi Jewish: 1 in 41
Familial dysautonomia <1 in 500 Ashkenazi Jewish: 1 in 31
Familial hyperinsulinism <1in 150 Ashkenazi Jewish: 1 in 52
Fanconi anemia C <1in790 Ashkenazi Jewish: 1 in 89
Fragile X syndrome’ 1in259
Galactosemia 1in87 Ashkenazi Jewish: 1in 127
Gaucher disease <1in 100 Ashkenazi Jewish: 1in 15
Glycogen storage disease type 1A <1in 150 Ashkenazi Jewish: 1 in 71
Joubert syndrome <1 in 500 Ashkenazi Jewish: 1 in 92
Medium-chain acyl-CoA Unknown Caucasian: 1 in 50
dehydrogenase deficiency
Maple syrup urine disease 1in 240 Ashkenazi Jewish: 1 in 81 (type IB)
types 1A and 1B Mennonite: 1 in 10 (type 1A-BCKDHA p.Y438N)
Mucolipidosis IV <1 in 500 Ashkenazi Jewish: 1 in 96
Phenylketonuria Unknown Caucasian: 1 in 50
Irish: 1in 34
Sickle cell anemia Unknown African American: 1in 10

Smith—Lemli—Opitz syndrome Unknown Caucasian: 1in 70




DTHUYeCcKasa NPUHaANEXHOCTb (POCCMUCKME NONYAALUN):

HACIIEACTBEHHBIE BOIIE3HH ¥ AKYTOB

Cpamum::lulme AQHHBIC IO NATH HACICACTBCHHLIM Gonesnsam Y AKYTOB H B MHPC

Pacnpocrpaneniocts
Mne= Oonesun 100 . YCJL.
Hassaune 6onesnn (OMIM*) zg:a:z:;li Ten MyTauusi y IKyTOB N A
y SIKYTOB B MHpe
CrnonepeGennspHas aTak- Al |ATXN! | Okcnancus CAG-nosropos|  36.8 1.0=2.0
cust [ Tna (164400)
Muoronnueckas ucrpodus Al |DMPK |3kcnancus CTG-nosropoe| 213 4.0-5.0
(160900)
OxynogapuureansHast Mbl= ALl PABPNI | Okcnancns GCG-nosTopoB 88 10
weunas gucrpodus (164300)
Hacnencrsennas su3uMorne- AP DIAl Pro269Leu 149 1.0
HITYECKast MeTreMoroouHe-
Must (250800)
3-M cunppom (273750) AP CUL7  |4582insT 100 | Hemssecrno
Tenemuxa, 2008, Tom 44, Nel0, c. 1308-1314 HaciencTBeHHbIe GOTe3HH TyBalIeH
3aboeBaHHe UYactoTa3aboneBanHsd | UacToTa HOCHTEIbCTBA*
M301HpOBaHHBIH TOTAIBHBIH | 1:8501 1:38 nns dyBameH
THIIOTPHXO03 1:51 nna MapHHIIEB
DPHTPOLHTO3 1:5300 1:54 nuggyBameH
1:114 nng MapHHIEB
OcTeoneTpos 1:3879 1:30 nns 9yBameH

1:60 o114 MapHHIIEB

*- pacCYHTaHa MO pe3VILTaTaM, MPEICTABICHHENM B JHCCcepTannH Kuprnmosa A.T.




Kputepun ana BkatoyeHUs B NPEKOHLENLUOHHbIN
CKPUHWHT:

* Yacrora HocurenbcTBa 1:100 1 BbIIIE
* YeTko HACHTU(PUIUPYEMBIN (PEHOTHII

* TsxecTh TeUEHHS — 3HAUUMTEIBHOE CHUKCHUE Ka4eCTBa
"KU3HHU, BBIPAKCHHOE HAPYIIICHNE KOTHUTUBHOW WJIN
(bU3NYEeCKUX (DYHKIHM

* BO3MOXHOCTb IPEHATANLHON (] | S e

7 WOMEN'S HEALTH CARE PHYSICIANS

IINarHOCTUKU COMMITTEE OPINION

Number 691 e March 2017 (Replaces Committee Opinion Number 318, October 2005;
Committee Opinion Number 432, May 2009
Committee Opinion Number 442, October 2009;
Committee Opinion Number 469, October 2010;
Committee Opinion Number 486, April 2011)

B CKpZ/lHuHZ He 6K]Z}Ol{a}0m Committee on Genetics

This Committee Opinion was developed by the American College of Obstetricians and Gynecologists’ Committee on Genetics in

e on Genetics i
collabor: nembers Britton Rink, MD; Stephanie Romero, MD; Joseph R. Biggio Jr, MD; Devereux N. Saller

Jr, MD;

3abonesarnus, manugecmupyroujue =

Carrier Screening for Genetic Conditions

g clinical and scientific advances as of the date issued and is subject to change. The information
ting an exclusive course of treatment or procedure to be followed.

60 63POCJ/IOM 60o3pacme.



A.I'IbTepHaTVIBHbIe MEeTOAbl, UCNOJIb3yeMble ANA
BbiiBJ/IEHUA Fr€ETEPO3UTOTHOIO HOCUTE/IbCTBA

NccnepgoBaHue oTAeNbHbIX NccnepoBaHue reHOB
NaToO/IOTMYECKUX BAPUAHTOB (MeToooMm CeKBEHUPOBAHMSA
HoBoro nokoneHus NGS)

Hu3kasa ctrommocTtb UccnhepoBaHue Bcex
UcchepoBaHue 3aBegomMo BO3MOXHbIX MAaTO/IOrMYECKUX

U3BECTHbIX NaTO/IOrUYECKUX BapUaHTOB
BapMaHTOB

Henb3a UCKNIOUYUTD BbiCOKas CTOMMOCTb

HOCUTENbCTBO Apyrux 6onee TpyAHOCTU MHTEpNpeTauum

P€AKUX BApUAHTOB B paHee He ONUCAaHHbIX
uccnegyembixreHax BapUaHTOB




«[oarotoBka K 6epemMeHHOCTU» Genetico

3aboneBaHue 3aboneBaHue

CFTR MykoBucLnA03 (10) DHODH c. Munnepa (1)
HEXA Bone3Hb Tea-Cakca (2) DHCR7 c. Cmuta-Jleman-Onuua (3)
G6PC MunkoreHos 1a (2) LAMB3 BynnesHobivi anngepmonus (3)
SERPINA1  [Aedunuut anbda-1-aHTUTPUNCUHA (1) IKBKAP CemelHasa An3aBTOHOMMUSA (1)
CLNz HelipoHanbHbIV LLeponaHbIn ADAMTS TpomboTnueckas
avnodycumMHo3, TMM 1 (1) 13 TpombouumToneHnyeckas nypnypa (1)
PKHD1 MonnkuncTosHas 6onesHb novek NBN CUHAPOM XPOMOCOMHBIX MOJIOMOK
(QyTOCOMHO-peLeccmBHbIM TUM) (3) HunmereH (1)
ARSA MeTaxpomMaTuueckasn nenkoanctpodusa (2) TRIP1z1 AxoHaporeHes, Tun 1A (1)
HADHA Aednunt anMHHOLENOYEYHON 3- SLC26A2 OcTeoxoHapoancnaasum (3)

rngpokcnaumn-KoA gernaporeHassl
XUPHbIX KNCAOT (1)

PMM2 BpoxaeHHble HapyLeHns EVC XOHApO3KTOAEpMasibHasA AncCnia3nsa
FIVKO3W/IMPOBAHUA TUM 1a (1) (2)
PEX1 MNepokcrMcoMHble 6one3HM (1) PEX7 XOHApOAUCNNA3MA TOYEYHAA,

pU30MennyYecKnin Tmn (3)



CMEKTP N YACTOTA BbISABJIEHHbIX MYTALUA Genetjco

. = -

MyTauum

(EXAC, NCBI)
rs113993960 c.1521 1523delCTT 0,0061 3 0 0,003
rs121908776 c.1545_1546delTA 1 0,001
rs76151636 C.3207C>A 0,0016 4 1 0,006
rs11555217 c.452G>A 0,0010 7 0 0,007
m rs587776650 c.657_661delACAAA 0,0056 2 0 0,002
rs80356682 c.1903C>T 0,0013 2 0 0,002
m rs121965020 c.208C>T 0,0008 2 0 0,002
M rs28936415 c.422G>A 0,01 2 0 0,002
rs75391579 C.563A>G 0,002 1 0 0,001
rs11575933 c.1423C>T 0,002 3 0 0,003
_ rs80338901 c.10624+5G>A 0,0010 2 0 0,0027

HocutenbcTBO XOTsI ObI OTHOM MATOJIOTMYECKON MyTallMU BBISIBJICHO Y 5.8% 00cCIeyeMbIx

OsugaeMasi BEpOSTHOCTh OOHAPYKHUTH MyTaIuio J,9%




HocutenbcTBO MyTauuin, OTBETCTBEHHbIX 3@ pa3BuUTUe
CNWHA/IbHOW MblWeYHOU aTpodpum

* B cpeanem B momysisAiyu 4acTOTa HOCUTENILCTBA — | Ha 35 denoBek

 Ilo panneiM Jaboparopun II'PM «Ienetuxo» 1:25 (3 107
00CJIeTyeMbIX HOCUTEILCTBO MYTAIlMU BBISIBIICHO Y 4).

HocurenbcTBO nemenuu 3k30HOB reHa SMNI Henb3s ONpENeiInTb

[IPU UCHOJb30BAHUU PYTUHHBIX MeToHoB — IILIP, Mukpouunos, u
naxe NGS.

Meton MLPA sBisieTcs «3070TbIM CTaHAAPTOM» AuarHoctukun CMA
M TO3BOJSIET TOYHO YCTAHOBUTH CTAaTyC TE€TEPO3ZUTOTHOTO
HOCHUTEJIHCTBA JICJICIINU, TPUBOSAIIECH K 3a00JI€BAHUIO.



YTo AenaTb Npu HaIMUUK B CEMbE BbICOKOIO PUCKa
poXaeHusa 6oabHoro pebeHka?

CeMbs CaAMOCTOSATEJbHO NPUHUMAET  pelleHrue 0  JajbHedleM
PeNnpoaAYKTUBHOM MOBEACHUU

[I[peuMmiaHTalimoHHass reHetudeckas auarHoctuka (IIIJ]) — moa
ONpEJICIICHUSI TEHETUYECKOTO CTaryca SMOpPHUOHA

] I[peHaranbpHas TAarHOCTUKA (Ouoricus BOPCHYH
XOpPUOHA/aMHUOIICHTE3) ISl OIPEACICHUS T'€HETHYECKOro craTryca
18 (V)i F:]

*liconb30BaHUE NOHOPCKUX  CIIEPMATO30MAA WM SAHIEKIECTKH
(denoBeKa, HE SIBIISIFOIIETOCS HOCUTEIEM MYTALIUH )

* YCEHIHOBJICHHE

*OTKa3 OT AETOPOXKACHHUSA



genetico.ru

Ten. 8 800 250 90 75 Mocksa, yn. Ny6kuHa, A.3,
Kopn.1



