Co 3HaHMeM gena

OT reHeTUKN —
K POKEHUIO =
3/I0POBOT0O peOCHKa i

Onbra BnagumuposHa
Purtuep

Bpay nabopatopHolt reHeTukm, Meauko-

reneTuyeckuit ueHtp «TPOTEH>

Monumanue stx npoueccos  40%. [Maunentam savactyio BLICOKOM MPOLEHTE Cy4aes

NO3BONAET NPOTHO3MPOBATL
PAL PUCKOB, CBA3QHHBIX KAK
C HOCTYNNEHUEM, TAK U C
BHIHALUMBOHMEM Bepemen-
Hoct. OB6patuswmcs 3a
NOMOLLBIO K CMELMANNCTAM,
KOTOPbIE CMOTYT KOHTPO-
NMPOBATL AAHHBIE PUCKH,
cemenHag napa obpetaet
CBOE CHACTbE — POXAEHUE
300pOBOTO pebeHka.
ExerogHo konndectso
umknos KO ans nevenms
Becnnoans y Cynpyxeckmx

nap ysenninBaeTcs. Hecmo- 3M6pVIOHOB CTATUCTUYECKM

NPUXOOMTCS NPOXOAMTb He
oany npoueaypy KO po
HOCTUXEHMS KeNnaemoro
pesynsTaTa.

MNodemy Tak TpyaHoO no-
BbICUTb SPPEKTUBHOCTLS

K coxanenuio, cunsHoe
BIUSHME HA 3PPEKTUBHOCTL
MMIACHTAUMU SMOPHOHOB U

™ nocne KO okasbisatoT
XPOMOCOMHbIE MATONOTMM
nnoga. [pu aTom ysennye-
HWE YMCNA NEPEHOCUMBIX

B reueHme nocnegHmx gecstunetmii coBepLueH rMraHTCKumi
npopsbiB B 0610CTH reHeTMYeckux uccnegosanmi. Ha cerog-
HSILLHMIA [EHb PACKPLITO MHOXECTBO MEXOHM3MOB reHeTH e-
CKOM perynsiLMm NpoLEeccoB, MPOUCXOASILLMX B OPTAHA3ME, B
TOM YMCrie M y BepPEMEHHbIX XEHLUMH.

B pasnudHbix Bospact-
NPUBOAUT K NPEXAEBPEMEH- Hbix rpynnax ot 30
HeM pogam. Ha cerognsw- o 90% nonydaemeix
HMI OeHb MUMPOBOM TEHAEH- 3MBPHOHOB MMeEIOT
LMeit ABNSETCs CEeNneKTHUBHbIN HecbanaHCMPOBAHHbIM
nepeHoc OAHOro 3MEPHOHA, XPOMOCOMHbIH HaBop.
npuyem mopdonorunyeckas [ nossonsiet ysenu-
OLEHKA KAYeCTBA NepeHo- 4nTb 3¢pPEeKTMBHOCTD
cmoro smbprora — Byaet nporpamm KO go

NN 3TO «OTANYHUK» UMK 70-80%

BblHALIMBAHME 6epeN\eHHoc— «XOPOLNCT» — HE 4BnaeTCa

3anorom ycnexa. Tak kak xe
BLIOPATL MMEHHO TOT 3MBPK-
OH, KOTOpPHIN C HaUboMbLIEN

BEPOSTHOCTBLIO NpuBeaeT

K POXAEHMIO 3[0POBOTO

TPS HO COBEPLIEHCTBOBAHME HE YBENMYMBAET YACTOTY peberka?

MEeTOOOB BCMOMOTATESbHbBIX
PeENPOAYKTMBHbBIX TEXHO-
J'lOI'l/Il;I, cpeHasa 4acTtoTa

HACTynneHWs 6epemMeHHOCTH nroaHbix GepemerHocten. B

HA UMK BO BCEX BO3PACT-
HBIX TRYNNAax He npeBbILLaeT

6 Xouy pedénkal

CTW, HO NPMBOZNT K Bonee
BbICOKOWM 4ACTOTE MHOTO-

Te4yeHne 6epeMeHHOCTM nB

HacTynneHus GepemerHo-

Bospacr umeer sHaueHue
BOJ'IbLUOﬂ HACTb XPOMOCOM-
HbIX MATONOMMMA B SMEPUOHAX

OanbHENMWEeM 3TO OCNOXHAET CBA3AHA C HAPYLUEHMEM

KONM4ecTsa XpOMOCOM

B AviLekneTkax. B paanuumbix
BospactHeix rpynnax ot 30 go
Q0 % nomny4aembix sSMOPUOHOB
SBAKIOTCS AHEYMNOMAHBIMM, TO
€CTb COAEPXAT HeChaNaHcHpo-
BAHHBIN XPOMOCOMHbIN HABOP.
[NposepeHne npenmnnaHTaum-
OHHOTO FEHETUYECKOTO TECTUPO-
BAHMS XPOMOCOMHOTO Habopa
5MOPUOHOB MO3BONSET HE TOMBKO
3HAYMTENBHO MOBLICUTL YACTOTY
VMMAGHTOLMM, HO M CHU3UTb YOC-
TOTY HEBLIHALIMBAHMS BepemeH-
HOCTEM, NOMYHYEHHbIX B LMKIAX
SKO. Haunbornee apdexTmaHbim
HQ CETOAHALHUMA AeHb SBNSETCs
Broncus KNeTok TpodekTofepMsl
1 NOJNHBI XPOMOCOMHbIN CKPU-
HUHT SMOPHOHOB C NOCHELYIOLMM
NepeHOCOM KPUOKOHCEPBUPO-
BAHHLIX SMBpHoHoB. o nuTe-
PATYPHBIM AAHHBIM 3TOT NOAXOL,
NO3BONAET HE TOMLKO YBEMUNTL
s¢pdektmHocTs nporpamm KO
po 70-80%, Ho 1 cokpaTuTs pas-
PLIB MEXAY YACTOTOM HACTynne-
HUs BEPEMEHHOCTH 1 YaCTOTO
POXAEHMS 300POBOTO pebeHkKa.

Tpynnbi pucka

Y710 Xe 9BN9eTcH NoKA3aHUAMM
ans nposegerus [T B upknax
2KO?% Cneumanucts Lientpa

MNpeamktveHon duarHoctukm
«MMPOTEH», koTopele nmetot
bonee yem 10-T neTHUM oNbIT
B NPOBEAEHMM NPEUMMIAHTALM-
OHHOFO FeHETUYECKOrO TeCTU-
POBAHMSA SMOPUOHOB, COBETYIOT
nposoauts [T B cnepyowmx
Cry4asx:

»  HQAUYME M3MEHEHMUI B KAPUO-
THMNE OAHOTO M3 NAPTHEPOB ™

»  npeabizywme 6epemeHHoCTH
C XPOMOCOMHOM NaTonorue

»  MPMBLIYHOE HEBLIHAWMBAHME
BepemenHocTh (ase 1 Gonee He-
paseuBaiolWMecs GepemeHHOCTH)
»  BUoxMMUYeckue BepemeHHo-
ctv nocne KO

»  [ge v bonee HeynauHble
nonsitknt KO npwu nepeHoce
3MOPHMOHOB XOPOLWETO KA4EeCTBA
> 2KO y naupeHTok ¢ nepsuu-
HbiM Gecnnoanem ctapwe 37 ner.

MNepen nposenerviem noboit
LUArHOCTVKM NAPA AOMKHA BbITh
MPOKOHCYNETMPOBAHA FEHETUKOM
ANt NOHMMAOHUS PUCKOB BO3MOX-
HOTO MPOSIBNEHNS TOFO MU MHOTO
30601€BaHUA, MPENMYLLECTBAX U
HEJOCTATKAX METOOB NPEUM-
MAGHTAUMOHHOM U MPEHATANHOM
anarHocTukm. Heobxognmo

Co 3HaHMeM gena

MOHMMATS, YTO MHBA3MBHAS
MPEHATANLHAS UM MOCTHATASb-
HOst AMATHOCTVKM BOMKHbI BbiTh
06S13ATENBHO BHIMOHEH BO
Bcex cnyyasx [ MoHoreHHbix
3a60NeBAHUM, YUNTHIBAA BO3-
MOXHbIE OTPAHMYEHMUS UCMOMb-
3yEeMbIX METOLOB U BEPOSTHOCTD
MONYYEHUS NTOXKHOOTPULATENbHBIX
pe3ynLTaToB.

Bo Bcex BO3MOXHbIX Cly4asx ang
nposegenus [T gonxHa seinon-
HATbCA Buroncus TpodekToaep-
Mbl, BUTPUMKALUA SMEPUOHOB
v neperoc B kpuounkne. Camo
NPEUMMIAHTAUMOHHOE reHeTU-
4eCKoe TECTUPOBAHME JOMKHO
BLINONHSTLCA OAHMM M3 COBpE-
MEHHBIX METOLI0B (CpaBHUTEL-
HQAA reHOMHAs TMBpPUAK3aLUA
(aCGH) nnu ceksenmposate
Hoeoro nokonetrus (NGS)), no-
3BONSIOLMX C BEICOKOW JOCTO-
BEPHOCTHIO M CNEUMPUIHOCTLIO
onpepenuts aedekTs BCex
XPOMOCOM.

*nposeneHue
KapUOTUIMPOBAHMS
[onpeaenerue
XPOMOCOMHOTO Ha-
6opa) Heobxoanmo
019 MOHUMQHKS
PUCKQ BOZHUKHOBE-
HMF XPOMOCOMHO
naronoru u pe-
KOMEHIyeTcs BCcem
CeMeMHbIM MAPaMm,
MCMONb3YIOWMM
BCMOMOraTenbHee
penpoayKkTHBe-

Hble TEXHOMOMM
(MHCeMMHauMs, SKC-
TpakoprnopansHoe
onnoaoTsopeHue),
BHE 30BUCHMMOCTM
OT HaMuMs paHee
pOXAeHHbIX AeTel B
TeKyLemM 1u npe-
ObAY LM BPAKaX.

~/_ PROGCN

3aBMUCUMOCTb KONIMHECTBA AQHEYNNIOMAUM OT BO3pacCTa

Konuyectso
6nacroumct/sospact
AP <35 35-37
ooLMTOB
1-3 58% 1% 51%
4-6 62% 60% 52%
7-10 65% 62% 51%
>10 68% 63% 55%

Mpoananuanposaro 4878 wiknos KO n 29 803 smbpuoHa

% reHeTmyecku HOPMANbHbIX 3M6pMOHOB

38-40

39%

38%

36%

37%

Xouy pebénkal

— Ata, Munne et at. (2012) RBM. Online and unpublished data
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