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HUWMU akymepcTBa 1 rTMHEKOJIOTUU
uM. /I. O. Orra C30 PAMH

COBEPLUEHCTBOBAHUE MEAUKO-TEHETUYECKOIO
KOHCYNbTUPOBAHWS B MPEHATAJIbHON
ANATHOCTUKE

VIK: 618.3-056.7-07

m Pazputne MeTo10B 00c/1€10BAHMS TLIIO/IA
JIs1 MCKJTIOYEHMSI HACJICICTBEHHBIX 3a-
0oJieBaHUIi M IOPOKOB Pa3BUTHUS CTHUMY-
JIMPOBAJIO aJIbHelilee Pa3BUTHE MEIHKO-
TeHeTHYeCKOro KOHCYIbTUPOBAHUs B 00/1a-
CTH NpeHaTaJbHOoI JuarHocTuxku. Ilpu s3Tom
Pa3paboTAHHBIX AJTOPUTMOB U YTBePsK/IeH-
HBIX CTAHJAPTOB /10 HACTOSILIIET0 BpeMeHH He
cymecrtByeT. Ha ocHOBaHUM MHOTr0J1eTHEro
oNbITa padoThI B 00,1aCTH MPEHATATLHOTO
MeJMKO-TeHEeTHYeCKOr0 KOHCYJIbTHPOBAHUS
aBTOPBI Pa3padoTa/Iu AJITOPHTMbI JAHHOTO
BH/Ia MeIUIMHCKON IIOMOIIH, 2 TAKKe NMPo-
TOKOJIbI /151 IPEHATAJbHOM JUATHOCTUKH,
KOHKPETU3HPYIOT OKA3AHUS IS pa3-
JIMYHBIX BU/IOB THATHOCTHYECKHUX HCCJIe0-
Banmii. [Ipu 3TOM 32 KeHIIMHOIT U ceMbeil
ocTaeTcsl IPaBo BbIGOPA AMATHOCTHYECKOI
nporpammsbl. [ToguepkuBaercst 3HAYNMOCTH
KOHCYJIbTATUBHOI pa0oThl Bpaua-reHeTHKa
B NIPeHaTa/ILHOI AnarnocTnke. /lano onpe-
JeJieHHe MIOHSITHIO «IPEeHATAIBLHOE MeTHKO-
TeHeTHYeCKoe KOHCYJILTHPOBAHHE.

m KiiroueBnlie ciioBa: MCIUKO-TCHCTHUYCCKOC
KOHCYJIbTUPOBAHUE; MPEHATAJIbHAsI AUArHOCTHKA,
KapuOTUIIMPOBAHUE; MOJICKYJISIpHas
JHUArHoCTHKa, HACJICICTBCHHBIC 3a00JICBaHMSI.

BBepeHune

WurencuBnoe pazButue npeHaranbHor nuarnoctuku (1) u mm-
POKOE BHEAPEHHUE €€ METOIOB B KIIMHIYECKYIO PAKTUKY IPUBENIO K CY-
IICCTBEHHOMY M3MEHEHHIO CUTYalli B 3TOH BaXKHOW 001acT! mpogu-
naktyeckol meauimubl [5; 1]. CoorBercTBeHHO, [Iprkaz M3 Ne 457,
CBITPABILIMI BaXXHYIO POJIb B YHOPSAOUYCHHN U 00CCIICYCHNH BHEPE-
Hust metozoB [1]] (B mepByto ouepens, ¥Y3M) Bo Beeii cTpaHe, B HACTOSI-
1Iee BpeMsl HY)KIaeTCsl B 3HAUMTENIBHBIX YTOUHCHHSX U MepepadoTKe.
CunbHoli cTopoHo# s1oro [Iprkasa Obia cTaHIAPTH3ALKS TPOTOKOIOB
W KOHKpETH3alHs CPOKOB MpoBefeHHst Y3 Uil CKpHHUHIOBBIX HC-
cnenoBaHuil. B HacTosiee Bpems, kak ObUIO OTMEUEHO Ha 3aceJaHnH
Paboueii rpyrmbt [IpoduinbHO KOMHUCCHA TI0 MEMITMHCKOM TeHETHKE
Mumnznpasconpa3sutust PO, B BHIpaOOTKE €MHBIX KPUTEPUEB KOHTPOJIS
KauecTBa HY)KIAIOTCS 3Tallbl CKPHHUHIOBBIX OMOXUMHYECKHX UCCIIENIO-
BaHWH, MOJIEKY/ISIPHOM TMarHOCTUKHU U IIPEHATAILHOIO KOHCYIIETUPOBa-
HUS. 3a TOCJIEIHNE TO/bl PACIIMPIIIUCh METOIUUYECKUE BO3MOKHOCTH
NpEHaTANIbHBIX MCCIICIOBAHMIA, TOSBUIIACH BO3MOXKHOCTB BBIOOpa pas-
JIMYHBIX CKPUHUHIOBBIX M AUArHOCTUYECKUX momxonos [5, 7, 10]. Ho
JITOPUTMBI [IPEHATAIIBHOTO MEANKO-TEHETHYECKOTO KOHCYJBTUPOBAHMS
(MI'K) Tomnbko paspabareiBatorcst [3, 4, 7]. Haspena HeoOXomiMoCTh
CTaH/AapTH3aLMK PaOOThI Bpauyeli-reHEeTHKOB B 3TOM OOJIACTH.

AHanus CUTyauunun

Panee mpenaransnoe MI'K orpaHnumBanoch TOJBKO ompenerne-
HUEM BEJIMYHMHBI TEHETUUYECKOTO PHUCKa [9], YTO CTaBUIIO CEMbU BbI-
COKOTO PUCKa IEPesl KECTKUM BBIOOPOM: OEpPEMEHHOCTD ¢ OOJBILIOMH
BEPOSTHOCTHIO POXKACHHS OOJHHOIO PeOCHKA WITH TIOJNHBINA OTKa3 OT
neropoxnaenust. bnaronaps pazsutuio meronos I1]1 [6, 8], kiuHuue-
CKasi METUIIMHCKAs TEHETHKA Mepelilia OT BEPOSITHOCTHBIX IMIPOTHO30B
K peasibHOU romMo1nu [6, 10], mo3BoJIsisl ceMbsIM BBICOKOTO PHUCKa pe-
IIUThCS HA TUIAHUPOBAHUE OSPEMEHHOCTH U POIUTH peOCHKA C yBe-
PEHHOCTBIO B €I0 3/10POBbE.

Esxeromnbliii ananu3 pesynsratoB padotsl cyxO0b! [1/] B CaHkr-
[etepOypre, BrIHOUArOIIEel B ce0sl KEHCKHME KOHCYJIBTAIMH TOpofa
KaKk TIEPBHYHOE 3BEHO, Jlaboparoprio IMpeHaTalbHOM JHarHOCTH-
KA BPOXKICHHBIX W HACIEICTBeHHBIX 3a0oneBanuii HUU AT nm.
. O. Orra u JlnarHoctTr4eckuii (MEMKO-TeHETUIECKHI) TISHTP TI0-
Ka3bIBACT, YTO OXBAT CKPUHUHTOBBIMHU HUCCIICIOBAHUSIMU OCPEMEHHBIX
CTaHOBUTCS 3HAUMMO OOJbINe, a OO0Ilee KOIMYECTBO WHBA3WBHBIX
JIMarHOCTHYECKHUX TpoLeyp, 3h(HEKTUBHOCTD BBISIBIICHUSI CHHAPOMA
Hayna u npyroif XpoOMOCOMHOM MaToiI0ruu He Bo3pactaeT. OgHoi u3
3HAYUMBIX MPUYHUH 3TOrO Mbl BUIMM HETOTOBHOCTH >KCHILUH K Tpa-
BIJIBHOMY BOCIIPUSITHIO PE3YIBbTATOB CKPUHUHIOBBIX UCCIICIOBAHUIM,
KOTOPOE SIBJISIETCSL CJICICTBUEM HA3HAUCHHS aHAIU30B U MPOLICAYP
0e3 npeBapUTEIILHOTO MEAUKO-TEeHETUYECKOTO KOHCYJIFTHPOBAHUS U
0e3 MHPOPMHUPOBAHUS O BO3MOKHBIX BAPHAHTAX PE3YJIBTATOB HCCIIC-
nosanuii. [Tocie nmomyyenust nHGOPMAIIUK O TIOBBIIICHHBIX PHCKAX
OepeMeHHON HeoOXoMMa KOHCYJIBTaTHBHAS MIOMOIIb B IPaBHIBHON
OLICHKE PEe3yNbTaTOB U MPUHSATHU PELICHUS O TMPOBEACHUU JUATHO-
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CTUYECKUX HCCIIIOBAaHUH C MPUMEHEHHEM WHBA3WB-
HBIX METOJIOB MOJTYYEHUs IUIOIHOro Marepuana [4].

3ap,atwl npeHaTtasibHOro mMmeaumkKo-

reHeTn4ecKoro KoHcynbTnupoBaHusd

B mpakTtrke pabOTBI BCEX MEIMKO-TEHETHUECKHX
KOHCYJIBTAITMH TIPU COCTABICHUN «3aKIFOYSHUsD» BO-
MIPOCHI MTPEHATAILHOW TMarHOCTUKH JIOJKHBI OTOBapH-
BaThkCsl 3apaHee, elle 10 HACTYIUICHUs] OepeMEHHOCTH
B KOHKpeTHOU ceMbe [4]. HeoOxomumo He TobKo orre-
HUTb BO3MOXKHOCTB [1J] 17151 KOHCYNBTHpYIOIIEHCS ce-
MBH, HO M YTOUHHTH KPYT POJCTBEHHBIX JIUII, KOTOPBIM
niofoOHast [1/] Tarxoke MoKeT OBITh ITOKa3aHa.

COOTBETCTBEHHO, 3a/Ia4aMU Bpada-TeHEeTHKa IIPH
KOHCYJIETUPOBaHHH T10 BOITpOCcaM Iutanupyromercs [1]]
Ha 9TOM JTare spisitores [3]:

* OLCHKAa PHUCKOB pPAa3IUYHbIX BUJOB IATOJIOTUU
(MoHoreHHol, xpomocomuoi, BIIP u MBIIP)
[P HACTOSIIIeH OEPEMEHHOCTH;

* ompejeleHre HeOOXOIMMOCTH WHBAa3UBHOW Jha-
THOCTHUKU;

* OLCHKAa BO3MOXXHOCTU mpoBeneHus IIJI B KoH-
KpETHOH CEMBE;

* ompeneneHne oobeMa BCeX MpeHaTaIbHBIX MEpPO-
MPUSITUNA U ONTUMAJILHBIX CPOKOB 00CIIEIOBAHUIA

* YTOYHEHHE BO3MOXKHOCTEH U OrPAHUYCHUUN NHa-
THOCTHUYECKUX METOMIOB;

* OOCYXIECHHE C CEMbEH BEPOSTHBIX PE3YJbTATOB H
BapUaHTOB BO3MOXKHBIX pEHICHUH (HEOOXOAMMO
3apaHee OOCYIHTh C CEMbEH BEPOSTHYIO TaKTHUKY
MOBEJICHUS B Cy4ae, eClu IpeArnonaraeMblil aua-
THO3 MOATBEPAUTCSA);

Kpurepun BKIFOYEHHS HO30JIOTHH B IPYIITy 3a00-
JICBAHUU U1 IPOBEACHUSI MHBA3UBHOM MPEHATAIBHOMN
}.‘LI/IEIFHOCTI/IKI/I I [e, 91:

TsbKesoe 3aboneBanue y Oymymero pedeHka, Ha-

JINYUE KOTOPOTO SIBISICTCSl JOCTATOUHBIM OCHOBA-

HUEM JIJIs IPEPhIBAaHUS OEPEMEHHOCTH;

* JICYCHHE OTCYTCTBYET WU Mallo3(pPEeKTHBHO;

* CEMbsl COIVIaCHA MpepBaTh OCPEMEHHOCTb, €CITU Y
IJ10/1a TOATBEPIUTCS AUATHO3;

* UMCIOTCS HAJCKHBIC JIA0OPATOPHBIC TECTHI IS
tounoii I1]] 3aboneBanmus;

* KMeEeTCs BBICOKUN T€HETUYECKUM PUCK MPH JaH-
HOW OEpEeMEHHOCTH;

*  UCCICI0BAaHUE HEOOXOIMMO Uil YTOUHEHHUS! COCTOS-
HUS TUJI0/1a, TAKTHKHY BEJICHUS OSPEMEHHOCTH U POJIOB,
a TaK ke OoIpe/esieHHs] HeOOXOIUMOM CPOYHON MeT-
LIMHCKOW MOMOILM peOSHKY Cpa3y MOCiIe POKACHHS.

MpeHaTanbHOe MeAnKO-reHeTU4yecKoe
KOHCYNnbTUpPOBaHUE

Jlo cux mop HM B Hay4yHOW IuTeparype, HU
B pErJIaMEHTUPYIOIIMX JOKYMEHTaX Mbl HE
BCTPETWIIM OmpejeiieHus mnpeHaranpHoro MI'K.
COOTBETCTBEHHO, HEOOXOJMMO ONPEICIUTh 00-

JIACTh 3aJa4 ATOr0 pa3zesia MEAUIIMHCKON TeHETUKHU

u I1J] u yka3ars nenu.

IIpenaranbHOE MEANKO-TE€HETUUECKOE KOHCYIIBTH-
pOBaHHE — KOMMYHHKATUBHBIH TIPOIIECC, HAITPABIICH-
HBIM Ha MOMOILb CEMbE B MPUHATHU PEILICHUH 1O 00-
CIIEJOBaHMIO IUIOAA BO BpeMsi OEpEMEHHOCTH, BBIOOpE
CKPUHHMHTOBBIX TIPOrPaMM U JIMArHOCTUYECKUX UCCIIe-
JIOBaHUH, KOMIUIEKCHOW OLIEHKE UX PEe3YyJIbTaroB IJIs
CHIKEHMS BEPOSITHOCTH U MCKIIIOYEHMS KOHKPETHBIX
HACJIC/ICTBEHHBIX MaTOJIOTHI U BPOXKJICHHBIX TTOPOKOB
Pa3BUTHS C HETBIO POKICHUS 37I0POBOTO PEOCHKA.

Bo Bcex cmyuasx npensapurensHoe MI'K mposo-
JATCSL 1O WHBA3UBHOM MpOLEIYphl M J1abOpaTopHON
JIMArHOCTUKU U SBJISIETCS 3aBEPIIAIOIIIM 3TAllOM BCEX
MpeHaTadbHeIX HuccnenoBanuit [7]. Ilpu mepBuYHOM
MPEHaTaIbHOM KOHCYJIBTUPOBAHUN MIPOBOAUTCS OLIEHKA
PYCKOB HAaCJIEICTBEHHOW M BPOXKJIEHHOM MATOJIOIUu JIJIst
JIAHHOTO TIJI0/Ia HA KOHKPETHBIH 3Tall ero pa3BuTust (CpoK
OepemenHocTH). COOTBETCTBEHHO, PEKOMEH/TYETCS €11~
HBII IPOTOKOJ npoBesieHust [IpeHarasbHOrO MenUKo-
TeHeTHIeCKoro KoHcynsTupoBanus (I Ipunoxenue 1).

Pe3yrnbrarsl AMArHOCTHKU COOOIIAIOTCS CEMBE TOMb-
KO TIOCJIE TIOTHOTO 3aBEPIICHUS JTa00paTOpHON TUarHo-
ctuky. He moryckaercst n3BelieHne ceMbU O TIPOMEKY-
TOYHBIX WX MIPEANONOKUTENBHBIX pe3ynbrarax [2, 11].
[o pesynbsraTam npoBeeHHbBIX JIAOOPATOPHBIX HCCIIEO-
BaHuii oopmisitorcest [TpoOTOKOIBI KapUOTUITMPOBAHUS
WJTH MOJIEKYIIIPHO-TEHETUUECKOTO NCCIIEIOBAHMS.

COOTBETCTBEHHO, TIOCNIE 3aBepIleHUst Jlabopa-
TopHoro otama IIJl skeHumMHA (ceMbs) IMPOXOAUT
MEJIMKO-TeHETUYEeCKOe KOHCYIBTHPOBAHHE U TIOMyYaeT
«MenuKo-reHeTHYeCKoe 3aKIIIOUeHHe 10 pe3yssTaTaM
npeHaragbHoN quarHoctukm» (Ipunoxenue 2).

B »ToM 3akmroueHMH JOMKHO OBITH OTPasKEHO
clieyroniee:

*  pe3yNbTaThl TeHETUYECKUX aHAJIN30B (KapHOTHII,
MOJICKYJSIPHO-TEHETUYECKHE, OHOXUMHYECKHE,
MMMYHOJIOTHYECKHE JIaHHBIE) U BCEX YIBTPa3BY-
KOBBIX UCCJICIOBAHMIA;

*  HEOOXOIMMOCTB NATbHEHIIIEr0 00CIIeIOBaHHS TIIONA;

*  HEOOXOAMMOCTh OOCIIENOBAHUS POJUTENCH WU
JIPYTHUX POJICTBEHHUKOB C IEJIbIO YTOUHEHUS J1aH-
HBIX 110 TUIONY;

* 3aKJIIOYEHHUE O MTPOTHO3E 310pOBbs OyaylIero pe-
OcHka (0oJieH, 3710pOB, HOCUTEIIb);

* pEeKOMEHJAalMM MO0 BEIEHHUIO HacTosllel Oepe-
MEHHOCTH;

* PEKOMEHJAIMM IO HAONIOJACHUIO M 00CIen0oBa-
HUIO peOCHKA MOCIIC POXKICHNUS,

* PEKOMEHJAIMH MO IUIAHUPOBAHUIO JTaIbHEUIIIEro
JETOPOXKICHHUS U Mepax NpeHaTaJbHOW JHarHo-
CTHKH NIPHU CIEIYIOMMX OEPEMEHHOCTSIX.
HeobOxonumo pekomeHioBaTh BceM ciryxkOam UIT/]

NPUMEHSTh eIUHYI0 (GopMy «MeIuKo-TeHETHYECKOTO

3aKioyeHud 1o pesyiasraram [1/1». Bapuant Ttakoi

(hopmMbl pa3zpaboraH U wucnoib3yercs B Jlaboparopuu

[ | AYPHAID ARYIIEPCTBA »1 JKEHCKUX'D BOJb3HEMN

TOM LX BbIMYCK 3/2011

ISSN 1684-0461



OPUT'MHAJIBHBIE NCCJIEJJOBAHIA

93

npenaraibHoi nuarHoctukn HUMAT um. 1. O. Otra
C30 PAMH (IIpumnoxenue 2).

PekomMeHpauumn no npeHaTanbHOMY
MHPOPMUPOBAHNIO GepeMeHHbIX XXEHLUUH
" UX ceMmen

BCGFO HECKOJIBKO ICCATKOB JICT HA3a/1 r[porpaMM;i Ha-
6J'IIO,Z[€HI/I$[ HpPI 6epeMeHHOCTI/I 6LIJ'Ia OCHOBAHa HA OILICHKEC

NPUTOXXEHUE 1

COCTOSIHMS! 3[I0POBbsI CaMOM JKCHILMHBL. MemuimHeKast
uHpopManys 1o mwiony ObUia KpaliHe OrpaHdyueHa U, B
OCHOBHOM, Kacajach OLICHKH cepIueOMeHusl iona U
KOCBEHHOTO (Uepe3 CTEHKH JKMBOTA U MATKH) KOHTPOJIS
3a ero pocroM M nonoxenueM. lllupokoe BHenpeHne
nporpaMm o0cie0BaHus IIoza (MPEHATAIBHBIX HCCIIE-
JIOBaHMI — B TIEPBYIO ouepenpb, Y3, a Tak ke uceneno-
BaHMH OEJIKOB 11072 B KPOBH Marepy) NPHUBOILT HAC K

DenepanbHblil Menuko-reneTuyeckuil nentp HUM axymepcersa u runexonoruu um. 1. O. Orra C30 PAMH
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JlabopaTopus npeHaTanbHOM ANarHOCTUKUN BPOXKAEHHbIX

M HacneaCcTBEeHHbIX 3a00neBaHN YenoBeka
199034, Cankr-IletepOypr, MenaeneeBckas auHus, 3
Ten./pake (812) 328 98 09; 328 02 62 labpd@mail.ru

KapTa npeHaTtaJibHOro MmegnKo-reHeTu4eckoro KOHCysibTUpoBaHus

Cympyra

Cynpyr

19 r©p.(__ mer)

19  r©p.(__ mer)

KnnHuko-reHeanornyeckmm aHamHes:

] 06e3 3HaYMMBIX 0COOEHHOCTEN
| BBISIBIIEHBI OCOOEHHOCTH:

PenpoayKTUBHbIN aHaNU3 HacTosiLero Gpaka:
] KomM4IecTBO OEpEMEHHOCTEH B HACTOSAIIEM Opake

] KOJIM4YECTBO 3J0POBBIX JIE€TEH
MaJb4MKOB
JIE€BOYEK

Mez. abopThI
Oecruioane NepPBUYHOE B TEUCHUE | | J1eT
Oecruioave BTOPUYHOE B TeueHue [ jer
npumeHenue BPT (

3aMepuiie 6€p€M€HHOCTI/I, CIIOHTaHHBIC a60pTBI

TYA mpu BPT (

6e3pesyabraruBHbIe TONbITKH KO

| HaJU9IHe BPOXKJICHHON M HACIIEACTBEHHOH MAaTOJIOTHH CPEAN POACTBEHHHKOB (

)

OcoBGeHHOCTN TeueHNs HacTosLen GepeMeHHOCTU:

"1 6e3 ocobeHHOCTEH
npumenenne BPT (

yYrpo3a npepbIBaHUs B CPOKE

HEICTb

MYTarcHHOC BO3,I[€I\/'ICTBI/I€

TEPaTOreHHOE BO3JEHCTBUE

JIEKapCTBEHHAsI TEPAIUS OCTPHIX COCTOSHUI

JIeKapCTBEHHAas Teparnusi XpOHUYECKUX COCTOSTHUM

p‘aHHble npeHaTtalibHbIX nccaefoBaHUM:

PUCK XpOMOCOMHOW NnaTonornu nioga rno Bo3pacty marepu %

Y3U nepsoro Tpumectpa (__/__/_)
L MHOTIOIJiogHasa 6CpeMCHHOCTL

puck %

Cpox 6epeMeHHOCTH Helelnb
KTP MM

TBII MM

) yBemmuenue TBII ( MM)

] OTCYTCTBHE BU3yalH3aI[MH HOCOBBIX KOCTEH
"] peBEPCHBIN KPOBOTOK

U1 BIIP mona
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BMOXMMUYECKUI CKPUHUHT | TpUMecTpa: puck %
PAPP-A MMe/mit MoM

[ amxke 0,5 MoM

XI'y HI/MIT MoM

Oseime 1,5 MoMm

Buoxummnyeckumn ckpuHuHr Il tpumectpa: puck %
ADIT HI/MJ MoM

Oumke 0,5 MoM

XTI HI/MIT MoM

UBprme 1,5 Mom

Y3U BToporoTtpumectpa(__/__/_) purcK %
Cpok OepeMeHHOCTH HEJIelb
U1 BITP mmona

0 V3M mnona

[ C3PII
[ lpyrue naHHbIe

MPT nnopa

3AKJIKOHEHUE:

OepeMeHHOCTH HeJleJIb.

OO0mwuii puck BIIP u HacjiencTBeHHBIX 3a00/1eBaHMil M1oAa %.

Puck XpoMOCOMHOM 1aTOJIOTUH 110/
% — HU3KHUIl IOrPAHNYHBII BBICOKMIA.

PEKOMEHAOBAHO:
[ majapHelne MVIAHOBbIEe CKPMHUHIOBbIE HCC/IETI0BAHUS
1 Y3U 11 ypoBHsI B cpoke HeJeJdb

'] mpeHaTaJibHOE KAPUOTHIIMPOBAHUE IJ10/1a
[ MCKJI0YeHue HauboJiee yacTbiX Tpucomuii metonom KO-ITIP
] onmpenesieHHe 1M0JIA MJI0JA MO0 Me/l. TOKA3AHUSIM

[ MOJIEKYJIAAPHO-TeHeTHYeCKAasl TUATHOCTHKA

L npyroe
/120 L. Bpau-renerux
MPUNO>XXEHUE 2
Denepanbublil Menuko-reneTnyeckuil nentp HUM axymepcersa u rurexonoruu um. 1. O. Orra C30 PAMH
¢o00, JlabopaTopus npeHaTanbHOW ANarHOCTUKN BPOXKAEHHbIX
s % M HadleACTBEeHHbIX 3a00neBaHNN YenoBeka
2 199034, Cankr-IletepOypr, MenaeneeBckas TuHUS, 3
"...%_ tein./dake: (812) 328 98 09; 328 02 62. labpd@mail.ru
“su0h 999°
3AKJTKOHEHUE
no pesysibTatam npeHaTaanoﬁ ANarHOCTUKM Kapta Ne
bepemennas ,19 p.
Cpox 6epeMeHHOCTH Helenb
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[IpenBapuTenbHbIE PUCKH:
IIpoBeneHHbIC TPEeHATAIBHBIE HCCICIOBAHNUS:

V31 I tpumectpa (Y3M XA  He BbISBICHBI / BBISBICHBI )
BXC I tpumectpa (Puck XA — %, PAPP-A MoM, XI'Y MoM )
BXC 1II tpumectpa (Puck XA — %, A®DII MoM, XI'Y MoM)

VY3U II tpumectpa (Y3M XA He BBISBICHEI)
KapHOTHUITUPOBAHHUE IO/

K®-IILIP

MOJIEKY/IAPHO-TeHETHYECKOE HCCIIEA0BaHHE

OoOoooooo

(] JIOTOJHUTENbHBIE UCCIIEIOBAHNUS:
Kapuortun mona:
MonexynasipHO-reHETHUECKHIt
cTaryc:

3AKNIOYEHME:

PexomenioBaHo:

/120 L. Bpau-renetux

NMPUJTOXXEHUE 3

NHdopmaumoHHbI nucT pnsa Kapt agucnaHcepHoro
HabnoaeHns 6epeMeHHbIX
NPEHATAJIbHASA AUATHOCTUKA

Camas enasnas meuma 6yoyujeii Mamvl — 4modbl ee pebeHoK poouicsi 300posuim. Tlpasunbroe numanue,
npo2yiKu Ha 6030yXe, NPUeM SUMAMUHOB U XOpoulee HACMpOeHue — 6ce umeem 3Havenue. 3a 300poebem
bepeMeHHOU MuamenrbHO HaOI0OAen 6Pay HCEHCKOU KOHCYIbIMAYULL.

Ymobwvl 6yoyujue pooumenu Mo2nu yYoeoumvcs, 4mo Mablil pa3gueaemcs NPAsUIbHO U POOUMCs 300P08bIM,
6 Canxm-Ilemepbypee cywecmeyem cyscoa npeHamanpHou (00podosotl) ouazHocmuku. Paboma ecex
noopasoenenuii ocnosana ma Ilpuxaze M3 Ne 457 u peenamenmupyemca Pacnopsaorcenusimu Kovumema
sopasooxpanenus. Canxm-Ilemepoypea.

IIpoepamma 06cne0o8anis Manbluia KII0HAen MpexKpammoe Yibmpaseykosoe oociedosarue. Ouetb 6axCHO,
umobvl Y3U 6vino evinonneno 6 uemkue ouaerHocmuueckue cpoku: 11-13, 1822 u 32-34 nedenu. Omo
NO3607UM HE MOTLKO NOCIE08AMENIbHO UCKTFOUUMb NOPOKU PA3GUNIUS, HO U OYEHUNb MAPKEPbl XPOMOCOMHOU
namonoeui. Bcem bepementvim pexomeHdyemcs npolmi CKPUHUH208bILL mecm Ha cooepacanie 6elkos niooa
6 kposu mamepu. Taxue mecmul npogoosmes ¢ 9 no 13 nedento u ¢ 15 no 17 neoemo. Yorce npu nepgom eusume
10 n06OOY GepeMeHHOCIU YIMOUHUmMe Y C60e20 OOKMOpd, KAKAs NPOSPAMMA NPEHAMATbHLIX UCCIe008aHUI
byoem pexomendosana Bam u 6 kakue cpoku ayuue 6ce2o npoumu uccnedosanus. Ilpeonoumumensto éce
uccnedoeanus 05 UCKIoYeHus cunopoma Jlayha nposodums 6 nepeom mpumecmpe (¢ 9 no 13 neoenro).

Ilo pesynomamam Y3H unu mecma Ha 6eiku nioda Bac mozym Hanpasume Ha KOHCYIbMAYUIO BDAYA-2CHEMUKA
0171 peueHusl 6onpoca o bonee yenyonenHom 06cnedosanuu Baweeo manviwia. Imo modcem 6vims onpedeneHie
XPOMOCOMHO20 HADOPA NA00A, MONEKYIAPHO-eeHemuyecKull ananusz wiu Y3H bonee 6bicokozo yposHs.

Ecnu 6 Baweil cemve yoice 6bliu cyyuau HAcIe0CmMeeHHbIX 3a00N1e6aHULL Wl BPOACOCHHbIX HAPYUICHULL, O
Bam cnedyem obpamumbcs Ha KOHCYIbMAYUWIO K 6pady-2eHemuKy Kak moivko Buvl ysnanu o bepemennocmu.
Ilepeoe obpawerie Kk 6pay-eeHemuKy npeonoymumelibHee euje Ha Smane NIaHUPoBanus bepeMerHocmu O
onpeoeneHus 3QhexmusHoll NPOSPAMMbI NPEHAMATLHBIX UCCTLE008aHULL OYOyueco pebeHKa
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HeoOxomumocTH B «Kaprax qucrancepHoro HadmroneH st
OCpEeMEHHBIX» YETKO Pa3einTh MH(POPMALIHUIO, KAacaro-
LIyOCS 00CIICIOBAHMSI CAMOM JKCHILMHBI U JAHHBIX HC-
cnenoBanus 1wi0Aa. COOTBETCTBEHHO, BCSl HH(POPMALHs
TIO TIJIOAY — PE3YyJIBTaThl CKPHHUHIOBBIX UCCIICIOBAHMH,
JMarHOCTUUYECKUX ~TPOLEAYP, MEIUKO-TCHETHUCCKUE
3aKJIFOYCHUs] — JIOJDKHA OBITH IIpEJICTaBICHA B KapTe
OTJICTIFHO U TIPENICTaBMATh coboit «IIpeHaranpHbIii a-
cropT mwiofay. Pa3paboTkoii ero (opMbI MBI 3aHUMaEM-
Cs1 B HACTOSIILICE BPEMSL.

Heo0xommmo pekoMeHI0BaTh BpayaMm KECHCKUX KOH-
CYABTAUMHA U JPYTUX YUYPEKICHUH, OCYIIECTBISIOMINX
MOCTaHOBKY Ha y4eT U BeieHHe OepeMEeHHbIX, TIpU TIep-
BUYHOM OOpAaleHMH 110 TOBOIY HACTyNHMBLICH Oepe-
MEHHOCTH (TIOCTAaHOBKE Ha y4eT) MH(POPMHUPOBATH BCEX
KEHILIMH O TOJIHOM IpOrpaMMe IPOBEACHUS IPEHATa b
HBIX MCCIICZIOBAHHH IO/ M CPOKAX STUX MCCIICIOBAHHH.
Wndopmaryst 1ommkHa ObITH I0BEACHA IO CBEACHHS KCH-
LIMH B BepOILHOM BHJE U MPEJOCTABICHA B TIEYaTHOM
Bapuante (Oykuier, crpanuua B Kapre mcrnancepHoro Ha-
Omonenus). B naboparopuu npeHaranbHON TMarHOCTUKA
HUMATL mm. 1. O. Otra pazpadoran MudopmarmoHHbIi
JHCT 171 OCpEeMEHHBIX, B KOTOPOM OTPaKEHBI JHa-
THOCTHYECKUE 3Tarbl OOCIEAOBAHMS IUIOAA C YYETOM
TEXHOJIOTMYECKMX BO3MOXKHOCTEH CITy’KO BCEX YpOB-
et B Cankr-llerepOypre (mpunoxenue 3). aHHbINH
WupopMaoHHBII JICT MOXKET CITYKUTh OCHOBOW TIpU
pazpaboTke MOIOOHBIX JTOKYMEHTOB C YYETOM peruo-
HaJIbHBIX OCOOCHHOCTEH M TEXHUYECKHX BO3MOXKHOCTEH.

C y4eroM KIMHHUKO-TEHEATOTHUECKUX JaHHBIX
JKEHILIMHBI U €€ CEMbU M MEANKO-TEHETUUECKHX PEKO-
MEHAAIMH Bpaya-TeHETHKA YTOYHSETCS IporpaMma
MIPEHATATIBLHBIX MCCIIENIOBAaHNM, COCTABIISIETCS] UHIVBHU-
TyanbHbIA MiaH. Contacue Ha ero peaju3aluio Moj-
MUCHIBAETCS CaMOW IKEHIMHOW, €€ 3aKOHHBIM Mpes-
CTaBHUTEJIEM M MEIWIMHCKUM COTPYIHHKOM (BpaioM
aKyILIEPOM-THHEKOJIOTOM, aKyIIEPKOH).

B Hacrostiiiee BpeMst BO3MOXHO NPEIOCTaBUTh JKEH-
[IMHAM W3 TPYTIIHI TOBBIIIEHHOTO PUCKA XPOMOCOMHOM
MaTOJIOTUH TIJI0Za 10 Bo3pacTHOMY (daxropy (35 ner u
Oosee) mMpaBo BHIOOPa MPOrpaMMbl MPEHATAIbHBIX HC-
CIIC/IOBAHMI: TIPOBEACHUE XOPUOHOUOIICHM M KapHO-
TUMUPOBAHUE KJIETOK BOPCHH XOPHUOHA B MUHHUMAJIBHO
BO3MOXKHBIE cpoku OepemenHocTr (10-12 Henmenb) wimm
MOATAIHBIE HUCCIIEIOBAHMS: KOMOMHUPOBAHHHBIA CKpHU-
HUHT TIEPBOTO TPUMECTPA, TI0 pe3yJsibTaTaM KOTOPOIO C
TIOMOILBIO KOMITBFOTEPHBIX MPOrPaMM MEPEOLIEHUBAIOT-
Csl pHCKH U TIPUHAMAETCs] peLlIeHHEe O IPUMEHEHUN MH-
BasuBHOM I1/]. J)Kenmmnam crapiue 40 neT uckiroueHne
XPOMOCOMHOI TATOJIOTMH TI0/1A (TIOITHOE KapHOTUITUPO-
BaHHE) BaKHO PEKOMEH I0BATh B BO3MOXKHO O0JIee paHHUE
CPOKHM Ha OCHOBAHHH TOJIBKO MOBBIILIEHHOTO BO3PACTHO-
ro pucka. HeoGxomumo yunThIBaTh, 4TO B CTapiieii BO3-
PpacTHOM TpymIe OepeMEHHBIX 3HAYMMBIM SIBISIETCSI PUCK
He TOJIbKO cHHApoMa JlayHa, HO M IpyTHX XpOMOCOMHBIX
abeppatyii, B IIEpBYIO 04epeb, TPUCOMUI.

C BHeOpeHHEM B MPAKTUKY MOJICKYISIPHO-TCHETH-
YeCKOro MeTofa TecTUpoBaHMs aHeyroumuid (KO-
TILP) o kneTkaM Ioaa U3 aMHUOTUYECKOM JKUIKOCTH
MOSIBUJIACH BO3MOXKHOCTH BBIOOpa MeTo/1a 3a00pa IIo/-
HOT'0 Marepuasa ¢ y4eToM [OKa3aHUI: 11 TPOBEACHUS
MOJTHOTO KAPUOTUITUPOBAHUS IJIOAA WU TONBKO JUIS
UCKITIOUCHUST Hanbojee 4acThix Tprcomuii — 21, 13,
18 1 HapyIIeHUI KOTMYECTBA MOJOBBIX XPOMOCOM.

COO0TBETCTBEHHO, BO3HUKIIA HEOOXOAUMOCTH OIpe-
JICTIEHUS TIOKa3aHUM U1l TIPOBEACHUS MPOLETYPHI TIO-
JydeHust 00pa3loB aMHUOTHYECKON KHIKOCTH C TO-
CIICAYIONIMM TECTUPOBAHUEM YAaCTBIX AHCYILTOMIHIA
(THYA). Hamu paspaboransl nokasanus st THA nHa
OCHOBAHUU KOHCYJIBTUPOBAHUS KEHIIUH U3 TPYTIII T10-
BBILIEHHOTO PHCKa XPOMOCOMHOM MATOJIOTHHU IUIOAA.
Ha ocHoBannu orbITa KOHCYIBTHPOBAHUS U ONpeee-
Hust nokazanui 1yt UIJT mona 677 cemeii 32 omuH rox
paboThl B 3TOM HarpaBlieHUH, Juis Ha3HadeHus TYA
0€3 TIOJTHOTO KapUOTUITMPOBAHUS TUI0/1a TAKKE TTOKa3a-
HUSI HAMU pa3paboTaHbl.

CootserctBenno, THA metomom KO-TILP no kiet-
KaM aMHUOTHUYECKOHN >KUKOCTH MOXET MPOBOAUTHCS B
CJIEITYIOLIHX CITyYasX:

*  BO3PACTHOM PUCK XPOMOCOMHBIX aHOMAJIHH 10714 —
He Ooree 1% (y OepemenHbix mitajie 40 sier).

* BO3pacTHOM puck cuHapoma [layna — menee 1%
(6epemennsie 10 40 JieT).

* OTCYTCTBHE YJIBTPa3BYKOBBIX MapKEpOB XpPOMO-
COMHON IaTOJIOTUH IO/,

* 0 JJAHHBIM OMOXMMHUYECKOTO CKPUHHHIA IIEPBOTO
WM BTOPOTO TPUMECTPOB PUCK cHHApoMa JlayHa
JUist TUTojia noBkieH — Oonee 0,3 %, HO He Tipe-
BhIaeT 2 %.

CpoK MHBa3UBHBIX MPOLETYP [0 PE3YTIBTATaM CKpH-
HUHTOBBIX MCCJICIOBAHUN HEOOXOAUMO OIPaHUYUTh 22
HezensiMu OepeMeHHOCTH. B Oonee mo3nHHME CpoKd
WI1/] npoBOAUTh TOJNBKO B CIy4ae OCOOBIX CHUTYaIlUid
M0 PEIIEHUIO MPEeHaTaIbHOIO0 KOHCUIIMYMa M TIpU CO-
IVIACHUH CEMBH, BBIPXKEHHOM B TIMCBMEHHOH (popme.

C yueToM Bce pacHIpsIOIIIXCs BO3MOKHOCTEH MO-
JIEKYIISIPHOM IMarHOCTHKY HACTIEJICTBEHHBIX 3a00JI1eBa-
HUI U1 OTpesieNieHns] MIPEIPaACoNoKeHHOCTEH K MyIlb-
TH(aKTOpHUATTLHBIM TIATOIOTHSIM, HEOOXOIMMO CO3/IaTh
DTHYECKHUI KOMUTET TS BBIPAOOTKU KPUTEPUEB ITPOBE-
nerns U] mo KOHKpETHBIM 3200JIEBAHUSIM, C YUETOM
TSDKECTH 3THX 3a00JIeBaHHH, BOBMOXXHOCTH MX KOPPEK-
UK U TIpernojaraéMoi MpoAoJDKUTEIbHOCTH YKU3HH
OOJILHOTO M CTETNEHH COLMAIbHON Harpy3KH Ha CEMBIO.
BaxxHo ompemeruth crivicok 3a00eBaHHM, IPH PHUCKE
kotopeix UIIJI nmokazaHa, ¥ MaroyIorui, MpU KOTOPBIX
OHAa BO3MO)KHA. Y TOYHUTH KPUTEPUH, TIO KOTOPBIM TIPO-
Benenne U] cuntanock Obl HellelieCOOOpa3HbIM.

B ciywasix mpepbiBaHuMs OEpEMEHHOCTH TIO Me/Id-
IMHCKUM TIOKa3aHUSIM T10 pe3ysibTaTaM IMpeHaTalIbHBIX
WCCIIEIOBAHUH HEOOXOMMMO HANpaBHUTh CYNPYTOB Ha
MEJIUKO-TeHETHUECKOE KOHCYJBTUPOBAHHE C  LEJIBbIO
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ONPE/IENICHNS TIOBTOPHBIX PUCKOB M COCTABJICHHS TIPO-
IPaMMBbl NIPEHATAIBHBIX JUArHOCTUYECKUX HCCIIE0Ba-
HUH TIpu mocienyronmx o6epemeHHoctsx. [lo Hamemy
ONBITY KOHCYJIBTHPOBAaHHsl CeMed MOcie MpephIBaHHs
OEpEeMEHHOCTH B CBSI31 C TeHETUYECKOM TAaTONIOTHEeH T110-
712, ONTUMAJIBHBIM CPOKOM OOpaIleHUsI CEMBH K Bpauy-
TGHETUKY OBbIBalOT JIBE—TpU HEIENH IOCIE MPOBEICH-
HBIX aKyILEPCKUX MAaHUITYISIMH. CeMbsl yKe Mepekuia
MEPUOJ] TSDKEIION TICHXOJIOTMYECKON TpaBMBbI, HO elie
HE aJlanTHpoBasiach K NMpoOieMe M B 3TOT IEPHOA BbI-
pakaeTcsl YCUJICHHOE >KENaHUE MPOWUTH TeHETHYECKOe
00cIieIoBaHNe ¥ OTMEYAETCS TIOBBIILICHHAS MOTHBALIHS
IUIAHUPOBaHUs ciefyroueil oepemeHHocTu. Bmecte ¢
TEM COXPAHSIOLIASCS HACTOPOXKEHHOCTb B OTHOLICHHU
BEPOSTHOCTH MOBTOPEHMSI NPOOJIEMBI 310pOBbsI IO
MO3BOJISIET CEMbE OCO3HATh 3HAYCHHE PEKOMEH/yeMbIX
MpEHATANBHBIX HWCCICAOBAHUN TpU CICHYIONMX Oe-
pemeHHocTsIX. HeoOXommmo MmomuepKkHyTh, 4TO KpoMe
aKyLIEPCKOM M MEIMKO-TEHETHYECKON MOMOIIH MPH BbI-
HY’K/ICHHOM TIpEepbIBaHUN KEJTaHHOW OepeMEHHOCTH B
CBSI3M C MATOJIOTUEH IIIOAA, KEHIIMHA U JPYTHe WICHBI
€€ CEMbH HYKZIAIOTCSl B METMKO-IICHXOJIOTMYECKOH TTOJI-
JepKKe TPO(eCcCHOHATEHOTO TICHXOJIOra, HMMEIOILEro
ONBIT PabOTHI B 00NIACTH MEPUHATAIBHBIX 11OTEPb [ 1].
VYunteiBasi 0COOCHHOCTH KOHCYJIBTUPOBAHUS B TIpe-
HaTaJIbHBIN NEpHOJ CEMEH MO BOMPOCaM ONPEACIICHUS
TIPOTHO32 37I0POBbsI OY/IyILero peOeHKa 1 BEIOOpa OITH-
MaJIbHOTO aJITOPUTMA MPEHAaTaJbHBIX HCCIICOBAHUMN, B
MporpamMMy MEepBUYHOM MOATOTOBKU Bpadyei-TeHETHKOB
1 TPH TIOBBIICHNN KBAJIM(HKALMK B pa3zies Iporpam-
MBI IO MPEHATAIBHON ANArHOCTHKE BKIIFOYATH 3aHSTHS
o teme: «lIpeHaranpHOE MEIUKO-TEHETHYECKOE KOH-
cynsTHpoBaHue». [Iporpamma Takoro ydeOHOro Kypca
pazpaborana u yreepxkaena B HUM AT um. /1. O. Orra.
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IMPROVEMENT GENETIC COUNSELING
IN PRENATAL DIAGNOSIS

Krechmar M. V., Baranov V. S.

m Summary: Advancement of methods for examination
of the fetus to prevent hereditary diseases and congenital
malformations has stimulated further development of genetic
counselling in prenatal diagnosis practices. But the developed
algorithms and approved standards to date does not exist.
Based on years of experience in the field of prenatal genetic
counselling authors have developed algorithms for this type
of care and protocols for prenatal diagnosis steps, specify the
indications for various types of diagnostic tests. In this case,
the woman and the family remains the choice of the diagnostic
program. Emphasizes the importance of the advisory work
of the genetics in prenatal diagnosis. The definition of the
concept of «prenatal genetic counselling».

m Key words: prenatal genetic counselling; prenatal diagnosis;
karyotyping; molecular diagnostics; hereditary diseases.

B AZlpeca aBTOPOB /U151 NlePEeNnUCKH
Kpeumap Mapuna Banepvesna — Bpad-reHeTk Jlaboparopuu npeHa-
TaIbHON JHATHOCTHKU BPOXKICHHBIX M HACTICACTBCHHBIX 3a00/ICBaHUH.
HUU axymepcTsa u rurekorzoruu uM. 1. O. Orra C30 PAMH.
199034, Canxkr-IletepOypr, Menneneesckas 1., A. 3.

E-mail: krechmar.mv@mail.ru.

bapanoe Braoucnas Cepeeesuy — 3aBenyromuii 1aboparopueit npeHa-
TaJbHON IMAarHOCTHKHU BPOXKICHHBIX U HAC/IEICTBEHHBIX 3a00/1€BaHu,
J. M. H., wieH-kopp. PAMH, npodeccop.

HUMU axymepcra u runexonoruu um. J. O. Orra C30 PAMH.
199034, Caukr-IlerepOypr, Menneneesckas J., . 3.

Kovalchuk-Kovalevskaya Olga Viadimirovna — PhD, Department of
Physiology and Pathology of newborns.

D. O. Ott Research Institute of Obstetrics and Gynecology, RAMS.

3 Mendeleyevskaya Line,199034, St. Petersburg, Russia.

E-mail: krechmar.mv@mail.ru.

Baranov Viadislav Sergeevich — professor, chief of the Laboratory for
Prenatal Diagnosis.

D. O. Ott Research Institute of Obstetrics and Gynecology, Northwest
Branch of the Russian Academy of Medical Sciences.

3 Mendeleyevskaya Line,199034, St. Petersburg, Russia.

AKYPHATD ARYIIEPCTBA » JKEHCKUX'D BOJIB3HEN

TOM LX BbIMYCK 3/2011

ISSN 1684-0461 W





