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Pesiome

XPpOMOCOMHBIA ~ MUKPOMATpUYHBIA  aHAIU3  SBJSIETCS
METOZIOM AJISl BBISBIECHUS XPOMOCOMHBIX aHOMAJIMH, BKIIIOYAst
CyOMHKPOCKOITMYECKHE  aHOMAJINH, KOTOpPBIE  HACTOJIBKO

MaJlpl, YTO HE MOTYT OBITh BBIABIECHBI TNPH CTaHIAPTHOM
KapuoTunuposaHuy. Kak u 11 0ObIYHOTO KapHOTHITHPOBAHMS
IUION1A, Ml IPEHATAIbHOTO XPOMOCOMHOTO MHKPOMAaTPHUYHOTO
aHai3a TpeOyeTcsl MCCIeJ0BaHUE TeHETHYEeCKOro MarepHaa
IUI0/Ia, KOTOPBIH MOXKET OBITh IOJIyYeH NPH OWMOINCHU BOPCHH
XOpHOHAa WM aMHHoOLeHTe3e. Ha ocHOBaHMH pe3ynsTaToB
MHOTOLIEHTPOBOTO HccaeqoBaHus HaluoHalbHOrO MHCTHTYTa
JIETCKOTO 3J0pOBbsI W pa3BuTus 4denoBeka [OHmc Kennenu
IIlpaiiBep, U JAaHHBIX NPEABIIYIIUX HMCCIEAOBAHUN IOKa3aHO,
YTO IpeHaTaJIbHbI XPOMOCOMHBIH MUKPOMATPUYHBIN aHAIU3
SIBISIETCSl HawOosiee MOJIE3HBIM, KOTAA TIPH YIBTPa3ByKOBOM
HCCIICIOBAHUN BBIABIEHBl CTPYKTYPHBIE aHOMAQJIHMU ILIOJA.
B03MOXHOCTb MONYYEHHS CIIOKHBIX IJISI MOHMMAaHUS JaHHBIX
U ONpEAEICHHE BAPUAHTOB C HEYTOYHEHHBIM KIMHUYECKHM
3HAU€HHEM IIPH TNPOBEICHUU MPEHATaJIbHOTO XPOMOCOMHOTO
MHUKPOMAaTpUYHOIO aHaln3a I0JYEPKUBAEeT HEOOXOIMMOCTh
TEHETHUYECKOTO KOHCYIBTUPOBAHUSA 10 U MOCJIE UCCIIEAOBaHHUS,
¢ 00CyXAE€HHEM NpPEHMYIIECTB, OTPaHWYECHHH W PE3yIbTaToB
HCCIIEZIOBaHUS, YTOOBl ~ MAlMEHTHl  MOIIM  NPUHHMAaTh
000CHOBaHHBIE PEHICHNsI. AMEPUKaHCKHN KOJIIEIK aKyIIepCTBa
n ruHekonorun W OOIIECTBO MEAMIMHBI Marepd M IUIOAA
mpejyiaraloT 0a3oByr0 HHGOPMAIUIO, a TAKKE PEKOMEHIAIMU
[0 NPUMEHEHHUIO XPOMOCOMHON MHKPOUUIIOBOM TEXHOIOTHU B
IIPEHATAIbHON IUAarHOCTHKE.

XPpOMOCOMHBIM ~ MHUKPOMATPUYHBIM  aHaAIU3  SBJISETCS
METOJIOM, BBISBIIIOIIAM Jesleliun (TIOTepH) W AYIUIMKALUN
(ymoermsi) JHK Bo BcemM TeHoMe dYemoBeka. OTO
BBICOKOPA3pELIAOIINM  MOJHOTEHOMHBIM  CKPUHHHI,  KOTO-
pBIf  TO3BONSET  BBUIBIATH  OCHOBHBIE ~ XPOMOCOMHBIE
AHEYIUIOMINH, a TaKXKe JIOKAJIM3AIMI0 U THI Crelr()UIecKux
TEHETUYECKNX HM3MEHEHUH, KOTOpBIE CIIMIIKOM Malibl, YTOOBI
ObITh OOHApPY)XEHHBIMU CTaHJIAPTHBIM KAPHOTUIIMPOBAHUEM.
JlaHHBI aHaNMM3 SBISACTCS HCCICNOBAHWEM IIEPBOH JIMHUH

IIPU TEHETHYECKOM OOCIEeOBAaHWM HOBOPOXICHHBIX M AETEH
C HEOOBSCHIUMON YMCTBEHHOH OTCTAaIOCTBIO, BPOXICHHBIMHU
MOPOKaMH pa3BUTUSL WJINM PAcCTPONCTBAMH ayTHUCTHYECKOTO
criektpa. B 3To#l rpymme XpOMOCOMHBIH MHKpPOMAaTpUYHBIN
aHamu3 OBUI CIIOCOOCH BBIABUTH IMATOTCHHBIA TCHETHYCCKUI
JrcOaanc WM TeHeTHUeCKIe MyTanuu oosee ueM y 15% nereit
C HOpMaJIbHBIM Kapuotunom (1, 2).

VYenenmrHoe NpPUMEHEHHE MHUKPOYMIIOB B JAMArHOCTHKE
TEHETUYECKUX AaHOMAIIMM y HOBOPOXKJIECHHBIX U JAeTel
CTHUMYJHMPOBAJIO MHTEPEC K UX INPUMEHEHHUIO B MPEHATaJIbHOMN
nuarHoctuke. Heckonbko paHee ONUCAHHBIX HCCIIEAOBaHUN
MIPOIEMOHCTPUPOBAIN NPEUMYIECTBO XPOMOCOMHOTO MHKPO-
MaTpUYHOTO aHaju3a Iepe]l CTaHIApTHBIM MHCCIIEAOBaHUEM
KapruoTHIa TpH Mopokax pa3Butus miona (3-7). Omnako, 1o
HEJlaBHET0 BpPEMEHH, NPHMEHEHHE O5TOH TEXHOJOIWH ObLIO
OTPaHWYEHO W3-32 OTCYTCTBHS KPYIHBIX IOMYJISIIMOHHBIX
uccienoBaanii. B mexabpe 2012 Obutm  omyONMKOBaHBI
pe3yabTaThl MaclITaOHOTO HCCJIENOBAHHMS IIPU  TOIAEPIKKE
HannoHanpHOTO WHCTHTYTa IETCKOTO 3[0OPOBBS M Pa3BUTHSA
yenoseka lOunc Kennenn lpaiieep (NICHD) mo cpaBHEHHIO
3 (HEKTUBHOCTH XPOMOCOMHOTO MHKPOMATPUYHOIO aHAJIH3a C
HCCJIeIOBAaHUEM KapUOTHIIA B MIPEHATAIbHON AHArHOCTHKE ().
Huxe mpuBeneHs! peKOMEHAANH AMEPUKAHCKOTO KOJIIekKa
aKyliepcTBa M ruHekosiornn 1 OOliecTBa MEIUIMHBI MaTepu
U IUI0fla MO NMPUMEHEHHI0 XPOMOCOMHOTO MMKPOMATPUYHOTO
aHaJM3a B IPEHATAIBHON TUarHOCTHKE.

TexHoNorus XpoMOCOMHOro
MUKpPOMaTpPU4YHOro aHanu3a

XPOMOCOMHBIII ~ MHMKPOMAaTpUYHbIA  aHAJIU3  SIBIAETCA
METOZIOM, KOTOPBIH MOXKET BBISBIISATH OCHOBHBIE XPOMOCOMHBIE
AHEYIUIOWJMH, a TaKXe CYOMHKPOCKONMYECKHUE aHOMAJUH,
KOTOpBIE CIIMIIKOM MaJbl, YTOObI ObITH OOHApYyKEHHBIMU IPH
CTaHAApPTHOM KapHOTHUIHPOBaHMH. B omimume OT OOBIMHOTO
KapHOTHIIA, KOTOPBII BBIABISET, MPEXKIE BCEr0, TCHETUIECKHE
aHOMAJlMM B peE3yNbTare 3HAYMTENbHBIX H3MEHEHUIl 4ucia
WIH  CTPYKTYpPBl XpOMOCOM, MHKPOMATpPHYHBIA  aHAIu3



MOXET TPEIOCTaBUTh MH(POPMAIMIO O T'CHOME YelOBEeKa Ha
CYOMHKPOCKOITMYECKOM ~ ypoBHE. JlyIimMnmpoBaHHBIE —HIIH
nenerupoBanHble yyacTku JIHK wu3BecTHBI Kak Bapuanuu
YHca KOMUHA. DTH CyOMUKPOCKOITUYECKUE MTEPECTPORKH MOTYT
COCTaBJISITh 3HAUUTEJIBHYIO YacThb B CTPYKTyp€ I€HETHUYECKOM
MaTOJIOTHM YeJOBEKa, KOTOpas II0 HEKOTOPBIM OIICHKaM
npessiaet 15% (10). BeposTHOCTh 0OHApYyKEeHHS KIMHUYECKA
3HAUMMBIX BapUalMi 4ucia KOMMHA B 3HAYMTENBHOW CTENEHU
CBS3aHO C HaJIM4YKMEM CTPYKTYPHBIX aHOMAIUHU y IUIOJA, XOTS
3HAYMMBIE BAPHALINH YHCIIA KOTIHH MOTYT OBITh TAKKE BBISIBICHBI
Y CTPYKTypHO HOPMaJIbHBIX TI0A0B. JIpYyTHM THIIOM ITEPECTPOCK
JHK sBistorcss omHOHYKIeoTHAHbIe monuMopdu3Mer (SNP).
ORHOHYKJICOTHIHBIE  MOTUMOP(U3MBI  SABISIIOTCA  Pa3HO-
BunHocThio JIHK, B koTOpoil mMeeTcs M3MEHEHUE OIHOTO
HYKJIEOTUIa B TEHOMHOH MOCIENOBATENIBHOCTU. OJTO MOXET
BCTPEYATHCS KaK y JBYX Pa3HBIX JIOAEH TaKk U B Iape XpOMOCOM
OJJHOTO HYEJIOBEKA, M MOXET OBITh NPUYMHOM 3a00NIeBaHUS.
B ommune ot cunapoma [layHa W IpYTHX YacThIX TPHUCOMUM,
BapHanuy yncia komuid uian SNPs He CBS3aHBI C yBETHUCHHEM
BO3pacTa MaTepH.

CymecTByeT fABa THNa MHKPOYHIIOB, TNPHMEHSIEMBIX B
KIIMHUYECKOM TNpEeHATadbHOW IHArHOCTUKE: IUIAaTGOPMBI JUIS
CpaBHUTENFHONW TeHOMHON THOpuan3anuu 1 SNP MUKpOYHIIEL.
XoTa 06a 3THX METO/a BRIABISIOT BapHallUK YHCIIa KOIMHA, OHU
BBISBIIAIOT Pa3fIMUHBIE TUIBI TeHETHYeCKUX HM3MeHeHuH. Ilpu
MTOMOIIY KaXKJI0T0 U3 3TUX MeTon0B, JIHK miona rubpuansyercs
¢ uwumom, coxepxxamum  ¢parmentst  JIHK  m3BecTHOTO
TIPOUCXOXKICHUS (M3BECTHBIE TIOCKIenoBarTenbHocTH). Mecnemy-
emyto JIHK mioma oOBMHO BBIAENSAIOT W3 BOPCHH XOPHOHA
wm amauonuToB. [Ipm CGH ¢eramsras JIHK mnomedena
KpacuTeJleM OJHOIO LIBETa, B TO BpeMs Kak KoHTpoibHas JJHK
(u3BecTHas TeHETHYeCKas IIOCIIEAOBATENbHOCTh) IOMEYeHa
JIpyruM 1BeToM. OTHOCHTENbHAass MHTEHCUBHOCTh Pa3IMYHBIX
1BeToB (0THOCUTeNnbHOE KomrmuecTBo JIHK miioma mo cpaBHEeHUIO
¢ xouTponsHOi JIHK) cpaBHuBaercs. [ymmkanuu u AeTIeuu
BBIABJIAIOTCSL Kak oOmacTé ¢ Oosee BBICOKMM wWin Oolee
HU3KAM YPOBHEM CHTHAJA IO CPaBHEHUIO C KOHTPOJIBHBIM
obpasmnom. CpaBHUTETbHAS TCHOMHAS THOPHIN3AIIHS BBISBISICT
Bapualnuy YHCiIa KOMUi Ui OTHOCUTEIHHO OOJIBIINX AENEINH
WIM JYIUIMKAIUi, BKJIIOYas IYTUIMKAIMH BCEH XPOMOCOMBI
(rpucomun), Ho CGH He MoxxeT 00HapyKUTh Tpurionanio. Ha
SNP uunax mpoucxoanT rudpuan3anus Tonsko gperansHor JJHK
¢ ru1aT)opMoii YuIa, M HaJTMIHe W OTCYTCTBHUE CIIEIIM(PUIECKUX
m3BecTHBIX mnocnenoBarensHocte JIHK onenuBaercs mo
WHTEHCHBHOCTH CHTHajJa ISl MPOBEAEHHS IOJHOT€HOMHOTO
aHanm3a ymcia Konuit. SNP MUKpOUHTIBI CIOCOOHBI BBISBIATH
MOTEPIO TETEPO3UTOTHOCTH U, CIEIOBATEIbHO, MOTYT MOKa3aTh
CTETeHb POJACTBA, a TakKe TPHUIIOWANH U OIXHOPOAMTENbCKHE
JTUCOMHUH.

Mukpouunsl TakKe MOTYT OBITh “‘TapreTHeIMH® U
c(hOKyCHPOBaHHBIMH Ha BapHallUsIX YUCIIa KOIMHUWA C W3BECTHOU
[MAaTOT€HHOCTBIO, BMECTO HCCIEHOBAHHS BCEr0 TI'E€HOMA.
TaprerHple 4unbl MNpeAHA3HAYEHbl B IMEPBYID O4YEpEdb
JUIS. BBISBJIICHUS BapualMii YUCIa KOMUH C W3BECTHBIMH
KIUHHYeCKUME  3¢ddexkrtamMu, MUHUMH3HPYS TIPH  3TOM
oOHapy>KCHHE BAapHAHTOB C HEONPEISICHHON KIMHUIECKOU
3HAYMMOCTbIO. BapuaHTbl ¢ HEM3BECTHOM 3HAYUMOCTBIO -
onpenenennsie m3menenus JTHK, kotopeie nubo eme He ObuH
JIOCTOBEPHO  OXapakTepU30BaHbl KaKk J0O0pOKaueCTBEHHBIE

WIN TATOTeHHble, JIMOO KOTOpbIE  AaCCOLMHUPOBaHBI C
W3MEHYMBBIM  (EHOTHIIOM  (pa3iM4yHasi IEHETPAHTHOCTB).
B  nOpoTHBOMOJIOXKHOCTH  3TOMY, IIOJMHOT€HOMHBIE  YHUIIBI

npeaHasHa4yCHbl JJid obecrieueHus MIHUPOKOTO0 OXBaTa BCETO
réHoMa U, II09TOMY, OINTUMHU3AINU 06Hapy)KeHI/I$[, HO C
Oonblei BCPOATHOCTBHIO MOT'YT BbISABJISITD U3MCHCHHSA, KOTOPBIC

UMEIOT HEONpeAeICHHOE KIMHUYEeCKoe 3HadeHue. [10CKOIbKY
MTONyYCHHUE TAaKOTO OOJBIIIOrO KOJMYECTBA JAHHBIX BO3MOXKHO
TIPH UCTIONIE30BAHMH JIFOOOTO THUTIA MUKPOYHITOBOH TEXHOJIOTHH,
HCIONB30BaHNe 0a3 JaHHBIX MO3BOJSIET BBIICHUTH, OBLIH JIN
ONMCaHBl paHee Creru(uyYecKue BapHalUU YUCIIA KOIHH, U
CUMTAIOTCS JIU OHU TATOTEHHBIMHU, TOOPOKAYECTBEHHBIMU WU
HMMEIOT HeollpeieNIeHHOE KIIMHNYECKOe 3HAYCHHE.

XpPOMOCOMHbIA MMKPOMaTPU4HbIA aHanu3
NO CPaBHEHUIO C KAPUOTUIMOM

OCHOBHBIM MIPEUMYILECTBOM XPOMOCOMHOTO
MHKPOMAaTpUYHOIO aHajiHW3a, II0 CPaBHEHHIO C OOBIYHBIM
KapHOTHIIOM, SBIIETCS 0oJiee BBICOKOE paspelieHHue, YTo
Jnaetr Oomblie reHeTHdyeckod wuHpopmauuu. Kpome Toro,
nockonbky JIHK mMoxkeT ObITh BbIJiENIEHa U3 HEKYIBTHBUPYEMbBIX
00pas1oB, pe3y/bTaTsl OOBIYHO IMOJYYaloT ObICTpee, YeM IpH

KapHOTHITUPOBAaHUH, KOTOpoe TpeOyeT KyJIbTUBHUPOBAHMS
KIIETOK.

ITockonbky npu MIPOBEICHUH XPOMOCOMHOTO
MUKPOMATPUYHOTO aHamW3a He TpeOyloTcs Jensmuecs

KJIETKH, 3TOT aHAJIM3 MOXKET OBITh MOJIE3eH MPU OIPEACICHUN
npuunHbl THOenn miona (11). Kpome Ttoro, XpomocomHBIH
MHUKPOMaTpUYHBIA aHaJM3 SBISIETCS CTaHAAapPTHU3MPOBAHHOU
MPOIEypOr, KOTOpas BKJIIOYAET B ce0S HCIOJIB30BaHKE
KOMITBIOTEPHOTO aHAJIM3a, B TO BPeMs KaK KapHOTHIIMPOBaHHE
BKJIIOYa€T MHUKPOCKOIIMYECKOE HCCIICIOBAaHNE OKpalICHHBIX
XpOMOCOM M MUMeeT CyObEKTHBHBIH XapakTep M IOBBIICHHBINA
PHCK OLTMOKH, CBSI3aHHOH C YeJI0BEYECKUM (HaKTOPOM.

B 2012 romy B HamWOHAIFHOM HMHCTHUTYTE JETCKOTO
3m0poBbs M pa3BuTHa udenoBeka IOumc Kennmemm Ulpaiisep
(NICHD) Obu10 MpOBENCHO HCCIEA0BaHUE, KOTOPOE MOKa3ajo,
qTO XpOMOCOMHBIﬁ MHKpOManH‘[HBIﬁ aHaJIN3 BBIABUII BCEC
KIIMHUYCCKU 3HAYMMbIC aHCYIIJIONAUN U HeC6aHaHCI/Ip0BaHHBIe
TpPaHCIIOKAIHH, oOHapy>XeHHBIE npu NPOBEACHUN
TPaAMIMOHHOTO TpEHeaTalbHOro KapuoTtunuposanus (8). B
COOTBETCTBHM C MpPEABIAYIIMME uccienoBanusivMu (12) mpu
XPOMOCOMHOM MHKPOMAaTpUYHOM aHan3e OBUIM OIpeiesIeHbI
JIOTIOJTHUTENBHBIE KJIMHUYECKH 3HAYMMBbIC OTKJIOHEHHS Y
6% 1onoB, uMeromux Y3W aHOMamuu W HOpMAaJbHBIN
kapuotun. Kpome Toro, ObUIM BBISBICHBI aHOMAIMH Y
1,7% 1uiomoB ¢ HOPMalbHOW YIBTPa3ByKOBOM KapTHHOM W
HOpManbHBIM KapuoturioM (8). Takum 00pa3oM, OCHOBBEIBAsCH
Ha pesympratax NICHD wu mnpembimynmx wHccieqoOBaHHA,
MOXXHO YTBEP)KIaTb, YTO XPOMOCOMHBIH MHUKPOMAaTPHUUYHBIN
aHaiM3 siBisieTcss HauOosee 3((GEKTUBHBIM B OOHApYKEHHU
XPOMOCOMHOM IAaTOJOTMM Yy IUIOAOB CO CTPYKTYpHBIMH
AQHOMAaJIMSIMH, BBISIBIIEHHBIMU Ipu Y 3. B oitnuue o 00b4HOTO

KapuoTunnpoBaHusd, XpOMOCOMHBIﬁ MPIKpOManI/I'-IHHﬁ
aHaJIn3 HC MOXCT 06Hapy>KI/ITB C6aJ'IaHCI/Ip0BaHHBIC HWHBCPCUH,
CGaJ'IaHCPIpOBaHHI)IC TPpaHCJIOKallun n HI/ISK()ypOBHCBHﬁ

Mo3auiu3M. Kpome Toro, He BCe MUKPOYHITBI MOT'YT OOHAPYIKUTh
TPUIUIOMINH, XOTS OOJBIIMHCTBO TPHUIUIOUIHBIX ILIOIOB
MoxHO ompexenuts npu Y3U. B wmccnenoanmm NICHD,
KaKk U OXHUJIAJIOCh, HH TPUILUIOWAUHU, HU COAJAHCUPOBAHHBIC
TpaHcnokaruu He Opumn ompexnenensl array CGH, u o6pasupl,
IIOKA3bIBAIOIIINEC XpOMOCOMHBIﬁ MO3auInu3M, OBIIIN MCKITIOUYEHBI
U3 MCCIIEI0BAHUSL.

OrpannyeHre XpOMOCOMHOTO MHKPOMATPHYHOTO aHAIH3a
3aKJTIOYAETCSl B BO3MOXKHOCTHM  PAclo3HaBaTh  OOJBIIOE
KOJIMUYECTBO BAPHAHTOB TCHETHYCCKUX IMATOJIOTHI HEW3BECTHOU
KJIMHUYecKor 3HaunMocTu. OHM BeTpedanuch B 3,4% cirydaes
B uccnenoanun NICHD (8). Takue pe3synabrarel Obuin
KJIACCHU(DUITUPOBAHBI KaK «BEPOSATHO, JI0OPOKAYECTBECHHBICH
B 1,8% cnydaeB, a Kak «ckopee BCero, naroresssie» B 1,6%.
B HekoTOpBIX chydasx, KIMHHYCCKas 3HAYMMOCTh ObLIa



HEW3BECTHA, TaK KaK HAXOAKH OTHOCHINCH K KpalHE pPEeIKUM
WM HEW3yYCHHBIM MATOJIOTHSM, B TO BPeMsI Kak HEKOTOpbIE
pe3yabTarthl MMENW BapUATUBHYIO MEHETPAaHTHOCTh. TO ecTh,
TaKWe pe3yJbTaThl yKa3bIBAIOT HA MPEIPACIIONOKEHHOCTh, HO
He Ha 0053aTeJbHOCTh OMNPEENICHHOW MaTOJOTHH, HAIIPpUMeEp,
ayTH3M. B HEKOTOPBIX CilydasiX OIICHKa POAUTEIBCKUX 00Pa3IioB
MMO3BOJISIET BBISICHUTD, YHACICIOBAJ JIM PEOCHOK MATOJOTHIO OT
poauteneii, win 3To maroisorus de novo. Cienyer OTMETHTb,
qTo I/IHTepHpeTaLII/IH ATUX pe3yJ'II)TaTOB NU3MCHJIAaCh B CBA3U C
MOSIBJICHUEM JIOTIOJTHUTEIBHOW HWH(DOPMAIIMK OTHOCUTEIHHO
3HAaYMMOCTH HEKOTOPBIX Jenerwii (mymiukanuii). Takum
00pa3oM, OXHAAETCS, YTO HWHTEPIpETAalrs pPe3yJIbTaToB
XPOMOCOMHOTO MHUKPOMATPHYHOTO aHalN3a YBEIUYUT HAIIA
3HAHMs TeHOMa YeJOBeKa, a MCIONb30BaHWe 0a3 JaHHBIX IS
CBSI3U KIIMHUYECKUX JAHHBIX C BAPUALIUSIMU YHCJIA KOIUI CTaHeT
0oJiee HaEKHBIM.

Heo6Xx0AMMOCTb KOHCY/IbTaLuu NaLueHToB

IToMumo  pe3ynbTaToB TE€HETUYECKOTO  TECTHPOBAHUS,
uccrnenoBanne NICHD mnomHsno psx BakHBIX  BOIPOCOB
KacaTeIbHO MPUMEHEHHS XPOMOCOMHOIO MMKPOMAaTPHUYHOTO
aHaJIM3a B MIPEHATAIbHON AMAarHOCTHUKE. BhIsBICHNE BapHaHTOB
C HEONpPEJENICHHONM KIMHUYECKOH 3HAUYMMOCTBIO B XOn€
NIPOBEACHUs] JAHHOTO aHAJM3a MOXKET BBI3BAaTb TPEBOTY Y
MAlMeHTOB. JTO TOMYEPKHBAET OCTPYI0 HEOOXOIMMOCTH
KOMITJIEKCHOTO ~ IIPEABAPUTEIBHOTO OCMOTpA TAIlMeHTa U
MOCTEAYIOIEH KOHCYJIBTAllMM T€HETHKAa WM T€HETHYECKOTO
KOHCYJIBTaHTa O IPEUMYIIECTBAaX, OTPAaHUICHHSX U pe3yabTaTax
TECTHPOBAHUSl UII TOTO, YTOOBI TAIMEHT CMOT IPHHUMATH
o0ocHOBaHHbIE  pemieHHs.  [lalMeHThl  JOKHBI  OBITH
OCBEJIOMJICHBI 0 BO3MOXXHOCTSIX M OTPaHUUYCHHUAX XPOMOCOMHOTO
MHKPOMAaTpUYHOTO TecTa 0 HalpaBlIeHHs Ha TI'€HETHYeCKoe
KOHCYJIBTUPOBaHHE.

B Xoje NICHD HUCCIEI0OBAHUS He3aBHCHUMAas
MEXITUCIUIUTMHAPHAS KOHCYJBTaTHBHAS TPYIIA, COCTOSBINIAS
U3 KIMHUYCCKUX T'CHETHKOB, IUTOTCHCTUKOB M TCHETUYCCKHX
KOHCYJITAHTOB OTIPE/ISIINIIA KaK MPAaBIIBHO TOKHA MPOXOAUTH
KOHCYJIBTAIIUS AIIMEHTOB, Y KOTOPBIX BBISABICHBI TCHETUUCCKHC
mmeHenus.  [locnme NICHD wuccrnenoBanus ObUT MPOBEACH
ONPOC JKCHIIUH, MONYyYUBIINX HEOIArONPHATHBIC PE3YIbTaTHI
(13). KenmuHbl cooOmMIM 0 HEOOXOAMMOCTH OOIIMPHOM
MTOJICPKKY W KOHCYJIBTHPOBAHUS B OTHOIIICHWH aHAIN3a. XOTs
B NICHD wuccnenoBanme ObUT0 BKIIOUEHO WH(POPMHPOBAHHOE
IOOPOBOJIBHOE COTIIACHE, MHOTHE M3 3TUX JKCHIIWH COOOIIHIH
0 OTCYTCTBHH XOPOIIETO TOHUMAHHUS PE3yIbTaTOB M OTMETHIIH,
910 MH(DOPMAIMM HEZOCTATOYHO AJIS NPUHATHA PEIISHHS O
coxpaHeHnu 6epemeHHocTH (13).

B nononHeHune Kk Bapuanysam 4uciia KONUi ¢ HeONpeAeIeHHOM
KIMHAYECKOH 3HAYMMOCTBIO, aHAM3 MOXET OOHAapYXHTh
TCHETHYECKNE aHOMAJINH, TPOSBISAIOMIMECS BO B3pOCIOM

cocTostHMHM (Hanpumep, mytauuii rena BRCA wnnmm 0Oone3Hb
[Hapko-Mapu-TyTa ), KOTOpsIE MOTYT OBITH yYHAcCIEJOBaHbEI OT
poauTens, He UMEIOIIEro CUMIITOMOB 3aboneBanus. Hexotopsie
BUABI MUKPOUYHMIIOB MOTYT HCIIOIB30BAThCA IJISI ONPENEIICHHS
CTENICHN pPOJACTBA, a TaKXKE OMNPENCNICHHUs OTLOBCTBA. THII
U KOJMYECTBO cO0OIIaeMoil uHpopMaluu BapbUpyeTCsl B
3aBHCHMOCTH OT THIIA HCIOIB3YEMOTI'0 YHIIA, a TAKXKE MOTUTUKU
naboparopu, KoTopast BeinouseT aHanu3 (14). Takum oOpazom,
TEHETHYECKOe  KOHCYNBTHPOBaHWE W  WH()OPMHPOBAHHOE
cornacue HeoOXOIUMO Iepe] TECTUPOBAHHEM IAIMEHTOB C
XPOMOCOMHOT'O MHUKPOMaTPUYHOTO aHAIN3a.

PekomeHpauumn

AMEpUKAHCKUI KOJUIGK aKylIepcTBa U THHEKOJIOTHH
n OOmecTtBa MEAWIWHBI MaTepd W IUIOAA  TIPEIararoT
CJIETyOIIHEe PEKOMEHIAIMH JUIsl UCTIOIb30BaHMUS XPOMOCOMHOTO
MHKPOMAaTPUYHOTO aHAIM3a B IPEHATAIbHON THATHOCTUKE

1. XKenmunaaMm, TPOXOASIIMM WHBA3UBHYIO MPEHATAIbHYIO
JUArHOCTUKY IO TIOBOAY OJTHOM MJIM HECKOJIBKMX CTPYKTYPHBIX
aHOMaJuil, BbIsBICHHbIX npu Y3U y 1uiona, pekoMeHayeTcs
XPOMOCOMHBIA MUKPOMAaTPUYHbBIN aHAIU3. DTOT TECT OTMEHSET
HE0OXOIUMOCTH MCCIIeJOBaHUS KAPHOTHITA TUTOJA.

2. XenmwuHaMm, y KOTOPBIX HE OOHApYXEHBI AHOMAIIUU
Pa3BUTHUS IUIOAA U NPOXOAAIIMM HHBA3HBHYIO NPEHATAIBHYIO
JMarHOCTUKY, =~ MOXET  OBITh ~ PEKOMEHJO0BaHO  JHOO
KapuOTHIIUPOBaHHE, JHOO  TNPOBEJCHHUE  XPOMOCOMHOTO
MHUKPOMaTpUYHOTO aHAJIM3a IUI0Ja.

3. BONBIIMHCTBO TeHETHMYECKUX MYyTaluWi, OnpenessieMbIX
XPOMOCOMHBIM MMKPOMAaTPHUYHBIM aHaJIM30M, HE CBS3aHBI C
YBEJIMYEHHEM BO3pacTa MaTepH, IOITOMY HCIOJIb30BaHHE
9TOr0 TeCTa ISl TPEHATANbHOW AWArHOCTUKH HE JOJDKHO
OrpaHMYMBAThCS JKCHIIMHAMY B BO3pacTe 35 JieT U crapiue.

4. B ciy4asx BHyTpHYTPOOHOM THOEIH TUI0Ia WITH MEPTBO-
pOXXZICHHS, KOTa HEOoOXOAMMO JaibHeilee INpoBeAcHHE
[UTOT€HETHYECKOr0 aHAIN3a, XPOMOCOMHBIH MUKPOMATPUYHBIH
aHAJIN3 TKaHU IUIoJa (HarmpuMep, OKOJOIUIOAHBIX BOJ, IJIAICH-
TBI, U T.J. ) PEKOMEHAYETCS M3-32 MOBBIIICHHON BEPOSTHOCTU
TIOJIYyUCHUSA PE3YIbTAaTOB U BBIABJICHUSA aHOMaﬂHﬁ, SABIIAOIINXCA
MIPUYMHON rubesy mioza.

5. KommekcHbIif OcMOTp 10 TecTa W KOHCYJBTalus
TeHEeTHKa WM KOHCYJBTaHTa O IPEUMYIIECTBaX, OrpaHHYCHUSX
U pe3yiabrarax XpOMOCOMHOIO MHMKPOMATPHUYHOTO aHaJIH3a
Tocjie TecTa, MMEIOT BaKHOE 3HAUCHHE.

6. ITlpoBemeHne XpPOMOCOMHOIO MHKPOMATPHYHOTO aHa-
32 HEBO3MOXHO 0e3 J0OpOBONBEHOTO HH(POPMHUPOBAHHOTO
coracus, B KOTOPOe JOJDKHA OBITH BKIIOYCHA MH(POPMALHS O
BO3MO)KHOCTH HOJIy4EHHS PE3YJIETaTOB C HEICHOW KIIMHHYECKOH
3HAYMMOCTBIO0, HH(OpPMAIMK 00 OTIIOBCTBE, KPOBHOM POICTBE,
a TaKke O 3a00JEeBaHUSAX, KOTOPHIE MOTYT TPOSBUTBHCA BO
B3POCIJIOM COCTOSIHHH.

I/Ichopmauvm Ansa nauMeHToB npu nposegeHnn XpomMoCOMHOro MMKpomaTpn4yHoOro aHanum3aa

1. XpOMOCOMHBI MHKPOMATPUYHBIA aHAIH3 BBIABIAET
MPaKTUYECKH BCE AHOMAIHHU, KOTOPhIE MOTYT OBITh BBISBICHBI
y IUIOfAa TpH KapHOTHUIIMPOBAaHUH, a TAaKKE MOXKET BBIIBHTH
cyOMHKpocKonmueckne nepectpoiiku. Ho 3To He o3Hadaet, 41O
ananm3 MoxeT BEIIBUTE BCE renernyeckue HapynieHusI.

2. OmnpeneneHHble 3a00J1€BaHUS, BBIIBISIEMBIE JAHHBIM
aHaJM30M, MOTYT UMETh Pa3INYHYIO CTEIEeHb TSHKECTH (OT JIErKOH
1o Tsokenod). HeBO3MOXXKHO mpencka3aTh CTENEHb TSXKECTH
3a00JI€BaHKs Yy JAHHOTO MaIUeHTa.

3. TecT MOXET HCHONIB30BAThCS AN OMpPENSNCHUS] CTENCHU
poxctBa (OMM3KOPONCTBEHHBIE Opak), a TaKXKe ONpPEAeTICHUs
OTIIOBCTBA.

4. TeHeTHYeCKNUE U3MEHEHHMs, OOHAPY)KECHHbBIE XPOMOCOMHBIM
MHKPOMAaTPHYHBIM aHAJIM30M, MOTYT BBI3BIBaTh 3a00JIEBaHMS,
a MoryT ObITh He#TpampHbBIMH. OOpa3mbl 00OMX poxUTENeH
MOTYT MOTPEOGOBAThCS /ISl YTOYHEHHS! KIIMHMYECKONH 3HAYUMOCTH
TIOTyYEeHHBIX PE3y/IbTaTOB.

5. HexoTtopsle U3 BBISBICHHBIX TI'€HETHYECKHX H3MEHEHHUI
MOTYT HE MpPOSIBISITBCS B IEPUOJIE HOBOPOXKACHHOCTH U JIETCTBA,
a Yy B3pOCIBIX HUMETb HEU3BECTHYIO CTCICHbL TAXKECTHU. Takue
N3MEHEHHUs MOT'YT YKa3bIBaTh Ha TO, YTO OAWH M3 POJUTENEH HUMeeT
Ty e 00JIe3Hb, CHMITOMBI KOTOPOH Y HETO eIl He NPOSIBUIIHCH.
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