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HEMHBA3WBHAS NNPEHATAJIbHAS
AWATHOCTUKA

KOMMAHUA «AHK-TEXHOJIOTUA» NPEACTABNAET JINHENKY HAGOPOB
AN HEMHBA3UBHOW NPEHATAJIbHOW AWATHOCTUKW, BKNTHO4AKOLLYYHO HABOPbI
«PE3YC-®AKTOP MJI0AA» N 1101 NNNOAA.

HABOP PEATEHTOB 1)1 BbIAIBJIEHUSA TEHA RHD NJ101A B KPOBU MATEPU
METO10M NLP B PEXXUME PEAJIbHOI0 BPEMEHU «PE3YC-®AKTOP MM/101A»

P3H 2017/5310 OT 30.01.2017.

HeunBa3uBHas npeHaTanbHaa MoNeKyNApHO-reHeTMYeckas AMarHocTmka
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B aKyLIepCcKo-TMHEKONMOMYECKOM NPAKTUKE 4aCTO BO3HMKAET HEOOXOAUMOCTb OMPEAEneHns reHoTuna nioaa
Ha PaHHIUX CPOKax GepemMeHHOCTW. [10 HefjaBHEro BPEMeHW Matepuan s Takux UCCNeaoBaHuiA Nomyvani uHea-
3VBHO, NP XOPWOH-, NNALEHTOOMONCUUIA B X0A€ aMHIO- 1 KOP/OLIEHTe3a. PUCK Camonpon3BosbHOMO NpepbiBaHis
0EPEMEHHOCTI B 3TOM Cy4ae cocTaBnseT 2—3%. OTKpbITe Hanu4ns heTtanbHbix [JHK 1 PHK B MarepuHcKoii Kposi
MOCNYXIN0 OCHOBOV NS Pa3BUTUS HEUHBA3VBHOI MPEHATANbHON ANATHOCTUKIA, KOTOPAs B OT/IMYUE OT MPEXHIAX
METOZI0B HE NPeACTaBASAET Yrpo3bl TEYEHUHD 6EPEMEHHOCTH, T.K. MaTepuanom gnsa UCcCNefoBaHna cny-
XHUT KPOBb MaTepu. DeTanbHble KNETKN, T.6. KNeTKM Nnofa, 00HAPYXMBAKOTCH B KDOBU GEDEMEHHON XKEHLLMHDI,
WX KONNYECTBO BO3PACTAET C YBENYEHNEM CPOKA FECTALMN, 3aBICIT OT COCTOSIHUS NMALEHTBI 1 0COOEHHOCTEN TeYe-
HUS OEPEMEHHOCTU.

Ha4uHas ¢ 8 ambpuonornyeckoit nnu 10 akyLepckor Hefienb OepEMEHHOCTU METObl HEMHBA3UBHOW NpEeHa-
TanbHOW MONEKYNAPHO-reHeTUYECKOH ANArHOCTUKK NO3BONAOT NPOBOANTL MccnefoBanne detanbHon [HK
C TO4HOCTb0 96—100% Ans NporHo31poBaHNS Pa3BUTIAS Pe3yC-KOHMIIMKTA 1 TeMONUTIYECKOI 60N1e3HM N0AA.

Tpnyantbl pa3BuTna pe3yc-KOHPANKTa

B cucteme pesyc pasnuyatoT natb aHTUreHoB. Hanbornee UMMYHOTEHHbIM SBRAETCS aHTUreH D, npucyTcTBue
KOTOPOrO Ha NOBEPXHOCTW 3PUTPOLMTOB ONPEAENSET MONOXKUTENbHbIA pe3yc-thaktop (Rh+). [ons pesyc-nonoxu-
TENbHbIX NINL, HOCWUTENeR aHTureHa D, B nonynsuum coctaBnser okono 86%, a pesdyc-otpuuarenbHbix aul (Rh-),
He MeroLLMX aHTureHa D, — okono 14%.



TeyeHne OepemMeHHOCTI pe3yc-nonoxutenbHbIM (Rh+) nnogom y pesyc-otpuuarenbHbx (Rh-) XeHLmH 4acto
OCJIOXHSETCA PA3BUTIEM FEMONIUTUYECKON D0NE3HN N0AA, CBA3AHHOM C TPAHCMIALEHTPHbIM NEPEHOCOM 3pUTPO-
LMTOB N/0Ja B KPOBOTOK Matepi. 98% Cry4aes reMoNnuTI4ECKO D0NE3HI HOBOPOXIEHHbIX CBA3aHbI C D-pesyc-
aHTureHom. lMonagas B Kposb Rh- Matepy, OH BbI3bIBAET 00PA30BaHNE CreUUMUYECKNX aHTUTEN, KOTOPbIE MPOHW-
KatoT 4epe3 MmaueHTy, paspyLiaroT 3pUTPOLUTLI N10Aa, YTO BMIEYET 3a COO0M Pa3BUTUE TEMONUTUYECKON BOME3HN
HOBOPOXAEHHBIX. [1p1 paHHEM NPOSBIEHAN PE3YC-KOHMIMKT MOXET ObITb MPUYINHON NPEXAEBPEMEHHbBIX POOB UK
CaMOMpPOM3BOSIbHOIO MpepbIBaHus 6epeMeHHOCTU. CeHenbnnmaauys marepu K D-aHTUreHy U puck passuTis pesyc-
KOHC/IMKTA BO3PACTAOT C KXW NOCNEAYHOLLIEn OepeMeHHOCTbI0 Rh+ NoAoM HE3aBUCKMO OT TOTO, NPepBanach
0epeMEeHHOCTb W MPOLLISIO POZ0PA3PELLEHNE.

[1ns BbIBNIEHUS Pe3yC-KOHMNKTa OEPEMEHHON 11 N1I0AA NPUMEHSIETCS KOMMIEKC [OPOrOCTOALLWX U [TUTESIbHbIX
KIMUHWYECKNX UCCNEN0BAHINA, BKIHOHAOLLINIA:
«* U3MEPEHNE YPOBHS CNIELMMUYHBIX MATEPUHCKIX aHTUTEN K D-aHTureHy nnoaa;
% MHBA3MBHbIE MEPOMNPUSTIAS, OCHOBAHHbIE HA MOMY4EHNI NAIOAHOMO MaTtepuana npu XopyuoH-, nnaweHToouon-
CUN B XO[1€ aMHI0- N KOPAOLIEHTE3a;
«» [I0NNIEpOMETPUYECKIIE NCCNEA0BaHIS CKOPOCTEN KPOBOTOKA B CPEIHEN MO3roBOiA apTepuy Noaa 1 ero aopTe.

Bcem GepeMeHHbIM Pe3yC-0TPULATESbHBIM JKEHLLMHAM NPOBOAAT AWUHAMIYECKMA KOHTPONb YPOBHS aHTUATEN
K D-aHTureHy nnoga. OTCYTCTBUE aHTWTEN He rapaHTupyer, YTto nnog Rh-, T.K. aaxe npu Rh+ y nnopa aHtutena
y Martepi MOryT He BbIpabaTbiBaThCsl M0 MPUYUHE LIENOCTHOCTU NNALEHTHI UK Cnaboro UMMYHHOTO 0TBeTa. B aToi
CUTYaLWM ECTb ONACHOCTb, YTO PE3YC-KOHMANKT MOXET BOSHUKHYTL B M000A MOMEHT OEPEMEHHOCTHA, @ BO BPEMS
POZIOB NPOU30IAET CEHCMOMNM3ALWS MaTEpH.

Habop pearentoB ana BbisBnenus resa RHD nnopa B kposu matepu metoaom [LP B pexume pea-
NbHOro BpemeHu «Pe3yc-haktop nnoga» npoussoactsa Komnauum «[AHK-TexHonorus nossonser onpege-
JINTb PE3YC-CTaTyC NioAa Ha PaHHNX CPOKAX GEPEMEHHOCTY Y PE3YC-0TPULATENBHON MALNEHTKM 15 CBOEBPEMEHHOMO
pACcYeTa pUCka PasBUTIS PE3yC-KOHMMKTA 11 NPOBELEHNS NPOMUNIAKTAYECKIX MEPOMPUSATIN, MOXET UCTO0Sb30BaThCH
B PaMKax NPEHaTabHOr0 CKDUHUHIA OCTIOXKHEHII TEYEHISt OEPEMEHHOCTU Y PE3YC-0TPULLATENbHBIX XKEHLLVH.

Onpegenenne pesyc-ghakropa nnoga
Onpenenenne pesyc-gaktopa meTomom MLP B pexume peanbHoOro BPEMeHU 3akNo4aeTcs B BbISBIEHAN reHa
RHD, koaupytoLero D-aHtureH. TpaanumOHHbLIM CEPOIOTAYECKUM METOLOM UCCNIEAYETCS HANNYINE HEMOCPECTBEH-
HO D-aHTIreHa Ha 3pUTPOLIATAX KPOBI.
YHalle BCero oTpuLaTenbHbIN pe3yc-(akTop 00yCoBEH NoNHbIM 0TCyTCTBIEM reHa RHD. B aTom cry4ae pesyc-
(DaAKTOP OMPEAENseTcs Kak OTpULLATENbHbIA CEPONOrMYecKUM METOAOM 1 MeTodom MNLP, T. e. pesynbrarsl Uccneao-
BaHWiA COBNAAtOT.
Y 1% ceponoruyecku pe3yc-oTpuuatenbHbiX nuy onpeaensetca Hanuuue reda RHD. 310 nponcxoant
B CNEAYHOLMX CIy4asX:
+% red RHD npucyTcTyeT, 1 FeHOTUMUYECKM Pe3yc-DakTop OyLeT NONOXUTENbHbIM, HO B PE3yrbTate MyTa-
LI D-aHTUreH He CUHTEe31PYeTCs 11 CepONOrMYecKMM MeTo0M OMpesienieTcs OTPpUUaTeNnbHbIN pesyc-
(hakTop;

«% reH RHD npucyTCTBYET NOMHOCTBIO UK YaCTUYHO, 1 FEHOTUANYECKMN pe3yc-(hakTop OyaeT NOMAOXKUTENb-
HbIM, HO B PE3ynbTare MyTaUui CUHTE3MPYETC U3MEHEHHbIA D-aHTITeH, YTO CEpOMOrMYeckn onpeaenserca
NN KaK cnabblid pe3yc-hakTop, uin kak HeCTabuNbHO NONOXMTENbHBIN PE3yC-PakTop.

Takne NaUMeHTKN SBNAOTCH FEHOTUMMYECKN DE3yC-NonoXUTENbHbIMKA, 11 ONPEeAENnuTb pesyc-thakTop
nnopa vetoaom [NLP HeBo3MoXHo. OaHako HabNKAEHNe 3a TeYeHneM OepeMEHHOCTI HEOOXOAMMO NMPOBOANTL
10 CXEME BeJeHNs Pe3yC-0TpULLATENbHbBIX MALMEHTOK C BO3MOXHOCTHH) PA3BUTIS PE3YC-KOH(NKTA.

Wccneposanue ¢ ucnonb3osaiuem Habopa peareHtoB ans Bbisisnexdns reda RHD nnoga B KpoBu
martepu metogom [LP B pexume peanbHoro spemenu «Pesyc-thaktop nnoga» («[AHK-TexHonorus»)
BNepBbleé B NPAKTUKE OTEYECTBEHHbIX pa3paboTok no3sonser AudepeHunpoBaTb reHOTUNNYECKM
pe3yc-nonoXuTeNbHbIX NALUEHTOK.




Moka3anus kK NpoBeAEHUID UCCIIE0BAHMS:

«* Be/ieH1e 6ePEMEHHOCTY Y XKEHLLWHBI C OTPULLATENbHBIM Pe3yc-thakTopoM A5 CBOEBPEMEHHOTO pacyeTa puc-
ka pPa3BUTUS Pe3yC-KOHMNKTA;

«* OTCYTCTBME B KDOBY GEPEMEHHON XEHLLHBI C OTPULATENbHBIM PE3YC-(DaKTOPOM aHTUTEN K D-aHTUreHy nnoga
nepe/ NpotnNakTU4ECKIM BBEAEHUEM UMMYHOO0YNHA;

% XUpypruyeckoe npepbiBaHne 6epeMEHHOCTY Y XKEHLLUMHbI C OTPULATENbHBIM Pe3yCc-(akTOpoM C LEMbI0 Npor-
HO3MPOBaHNS PA3BUTUS Pe3YC-KOHMAVKTA NPK NOCNEAYHLMX OEPEMEHHOCTSIX.

CornacHo KnuHnyeckum pekomeraaumam Poccuitckoro 06LLecTsa akylepos-ruHexonoros (POAT) «Hopmanb-
Has OepeMeHHocTb», 2019 1 «Pesyc-usoummyHusaums. emonutudeckas 6onesnb nnopa», 2020 HenHBasnBHOE
onpeaenerus Rh-reotna nnoga y pesyc-otpuuarenbHbix 6epeMeHHbIX NO3BONSET:

a) CHU3WTb 3aTpaTbl Ha BefeHNe OEPEMEHHOCTI Y HEN30MMYHU3NPOBAHHbIX XEHLLVH 1 00ECTIEYNT NPOdUIAK-
TU4ECKOE NPUMEHEHIE aHTUPE3YCHOM MMMYHONPOMUIAKTUKM TONILKO NPK PE3YC-MONOXKMTENBHOM TEHOTIME N0AR;

0) CBOEBPEMEHHO NMPOBECT ANArHOCTU4ECKIE MEPONPUSTUS U OLEHUTb PUCK PA3BUTIAS TEMOJSTUTIAYECKOIA 60NE3HM
YKE Ha PaHHIX CPOKax OEPEMEHHOCTY;

B) N30€XaTb HENOKA3aHHbIX IHBA3VBHbIX JUArHOCTUYECKUX 11 NIEYEOHBIX BMELLATENBCTB Y PE3yC-U30MMMYHIU3N-
POBAHHbIX XXEHLLIH NPI ONPEAeNeHn pe3yc-0TpULLATENbHOMO TEHOTUNA NJ0Aa — BBEAEHWUE aHTUPE3YCHOTO UMMYHO-
rno6ynuHa Rho(D) B 28-30 Heenb He NpoBOANTCS.

[pu OTCYTCTBII BO3MOXHOCTY OMPELENeHIs pe3yc-reHoTuna nioga 6epemMeHHOCTb Y Pe3yC-0TPULATENbHBIX He-
N30MMYHI3NPOBAHHbIX XXEHLLIUH [OMKHA ObITh NPOBEEHA, Kak 6EPEMEHHOCTb PE3YC-MONOXMTENbHBIM N0LOM.

Ha3HauyeHue Habopa

Ha6op pearentoB ans Bbissnenus rena RHD nnopa B kposu matepu metogom [LP B pexume pea-
nbHOro BpemeHu «Pesyc-thaktop naopa» npeHasHaqveH ans 00HapyxeHns reva RHD nnofa no fBym 3k30Ham
(71 10) B KPOBM OEPEMEHHON XEHLLVHBI C OTPULIATENbHBIM PE3YC-(DAKTOPOM METOAOM NONUMEPA3HON LIEMHON PeaK-
LI B pexume peanbHoro Bpemeni. Onpepenenue RHD no agBymM 3K30HaM 0xBaTbIBAET O0MbLLYH) TETEPOrEHHYH)
rpynmny BapuaHToB 3T0r0 reHa 1 CNoco6cTBYET YBENUYEHUIO JOCTOBEPHOCTH NONYYEHHbIX Pe3yNbTaTos.

TexHUYeckue xapaKTepucTHKN U COCTaB Habopa peareHToB

KOnm4ecTso TeCTOB B Habope 96 TecToB

dopmar peareHTos PackananHbii (12 cTpinos no 8 npo6upok)
CMech Ans amnnndukadmm, 3aneyaraHHas napaguHom 20 MK B npodupke

PactBop Tag-nonumepasbl 2 npodupkun — 480 Mkn

Macno Mi1HepanbHoe 2 npo6upkm — 960 MK
[10NM0XUTENbHBIA KOHTPOMbHbIA 00pa3eL «K+» 1 npobupka — 75 MKn
Marepuan s aHanusa [Nepuepnyeckas KpoBb

Cpok rogHocTH 12 mecsiues

Temneparypa xpaHeHus +2...+48°C

TexHonorus: nonuMepasHas LenHas peakuus ¢ AETEKLVEN PE3YTLTATOB B PEXMME PEanbHOr0 BDEMEHU; Ka4eCTBEH-
HbIii MYNTUNNEKCHBINA aHANN3.

Pearentbl gns soigenenus [HK:
NMPOBA-HK-®ET (P3H 2017/5309 ot 30.01.2017 r.) — KOMMNNEKT peareHToB npou3soactsa KomnaHun «[JHK-Tex-
HOMorUs» paspaboTaH cneunanbHo Ang Bbiaenerus detanbHoi OHK (OHK nnoga) 13 kpou matepu. PaccunTaH
ans blaenenus [IHK u3 50 aHanuaupyembix 00pasLoB (BKKHAS OTPULIATENbHbIE KOHTPOMbHbIE 00Pa3Libl).
BHUMAHWE!  [lpu nucnonb3oBaHui Habopos s Bbiaenerus etJHK apyrix npoussoautenei

MOTYT ObITb MONYYEHbI HEKOPPEKTHbIE PE3YNbTaThI.



Oco6eHHocTH Habopa:
«+ 0aHOBpeMeHHas AeTeKLyst (MyNbTUMIEKCHBIA aHanna) — B 0HON NPOBUPKe ONpeaenseTcst Heckonbko [HK-
MULLIEHEN: Hanu4ue ABYxX 3k30HOB reHa RHD (7 n 10) n reHomHoit [IHK yenoseka (KBM).
«» KBM ucnonb3ayetcd Ans aHanm3a ka4yecTsa BblENEHNs 11 NO3BOSSET ONPeaennTb, J0CTaTO4HO MK NOMTy4eH-
Horo Konnyectea [JHK ans ncenenoBaqus.
% TaK Kak (etanbHas [HK Haxooutest B KPOBU OEPEMEHHON XEHLLMHBI B MIIHUMATIbHOM KOSIMYECTBE, aHANN3
kaxoro oopasua [IHK Heobxogumo npoBoAnTL B AY6NSAX.

Ilns npoBepeHusa aHanu3a Heo6XoaUMbI CneayroLMe AON0NHUTENbHbIE PACXOAHbIE MATEpPHUabl U 060-
pynoBaHue:

< LUTATWB U HACaAKa Ha MUKPOLIEHTPUAYTY (BOPTEKC) ANs CTPUMOBAHHOIO NNACTUKa;

< OXNAKAWLLWIA WTATUB — 00513aT6/IbHO Ha JTane BblaeneHns [JHK!

06opynoBaHue, Heobxoaumoe ANs NPOBEAEHUS aHANK3a:
npubopsl cepumn [T nponssoactea 000 «HIMO OHK-TexHonorus» ([ Tnait, ATnpaim, AT-96) (puc. 1).

YHIUKAmNbHbIE TEXHUYECKNE XapaKTEPUCTWKI Mpuoo-
POB MO3BOMAKT CYLLIECTBEHHO COKPATUTL 00LLEE BPEMA
MPOBEEHNS aHANM3a. 3TO 3HAYUTESIbHO 3KOHOMMT Bpe-
M$ MCCNe0BaHUA 11 0OECMEYNBAET BbICOKYHO MPOMyCK-
HYH0 CMOCOOHOCTb N1a6opaTopum.

MporpammHoe obecneyenune

Komnanuen «[JHK-TexHonorus» pa3pabotaHo cne-
LManM3MpoBaHHOE nporpammHoe obecnevyeHune
K Habopy «Pe3yc-(hakTop nnoga», no3BossLLLIEe
nony4arb pesynbrarbl UCCNef0BaHNS B YAOBHOI 11 Ha-

Puc. 1. Mpu6opbl NpoM3BOACTBA KOMNAHNK rnapHoii thopme (puc. 2).
«J[JHK-TexHonorus»

MpoToxon: Onepatop: Dara: PesynsTami
KommeHTapuii: [
I ] Ne Wccnenosarne Cp |dCp | Pesynerar
Tector: [ RHD _test "l E v Hd B | m| ¥ ﬁ| & O6paseu_2 RHD nnoaa HenssecTe
Exon 7 321 |01 -
MeTon: I TeomeTpuueckwit (Cp) V| ¢ | @ Fam 23 KBM 22 X
| Exon 10 319 03| -
10000 Exon 7 325|-02 +
Ad KBM 327 +
9000 Exon 10 326 0.1 +
8000 O6paseu_3 RHD nnoga +
Exon 7 369 33 +
700 A5 KBM 336 +
= ] Exon 10 37135
g o Exon 7 %9 32| -+
5000 A6 KBM 37 +
g Exon 10 372|35|
i 4000 O6paseu_4 RHD nnoga -
3000 Exon 7 - - -
A7 KBM 283
2080 L Exon 10 - - -
Exon 7 - - -
e A8 KBM 291 .
o = Exon 10 = = =
O6paseu_13 RHD nnona Ha
s 10 15 2 25 0 3 P 5 s Exon 7 95| - W,
; Homep unkna a1n KRM LY o
| - ukana |[Awod-on] xes1.0ye1584 Otog.Y [ fewn [ Mapkep | MY Pexvmasinpocmompa naremix |

Puc. 2. PesynbTatbl aHann3a onTHYECKUX U3MEPEHMN




PesynbTat uccneaosaHna ykasaH B BepxHei rpache Tabnuubl, cnpasa, pagom ¢ MAeHTHhUkaTopom
o6pasua.

Pe3ynbrar uccnenoBaHns Ang Kaxaoro 0dpasua onpeaensercs nporpaMmmHbIM 00ecrneyeHriem aBTOMaTHYeCKu
¢ y4eTom 3HayeHnin Cp KBM (kaHan Hex) n AGp no kaHanam crneundukm (kaHansl Fam 1 Rox) B COBOKYNHOCTM
no oy6nam Ans Kaxaoro o6pasua.

B 6nank oTBeTa aBTOMaTHYECKM BKNHOYAETCA 3aK/HOYEHWE, COOTBETCTBYHOLLEE NOJY4EHHOMY pe3ynbTary.

BapuauTtbl pe3ynbTaTtoB MCCNENOBAHWA M BUJ COOTBETCTBYHLWMX ONaHKoB ¢ MHTEpnpeTaumeit
W 3aKNKYeHnem
A. PesynbTat uccneposauusa «RHD nnopa -»

O6paseuy_4 RHD nnopa -

Exon 7 -
A7 KBM 28,3 +
Exon 10 - - -
Exon 7 - - -
A8 KBM 29,1 +
Exon 10 - - -

lMpeHaTtanbHan guarHocTuka.
Pe3yc - fhakTop.

[ara
Homep npo6upku Jlorotun
®.1.0. nauveHra
Mon

Boapact WNHthopmauws o naboparopuu
OpraHu3auus

Bpau

Mpumeyanme

Nnextndukatop 06pasua: 06pasew_4

Ha3Banue uccneposanus PesynbTar WuTepnpetauus pesynbtara
BbisBNeHME reHa pesyc — Pesyc-thakTop nnopa:

He BbIsiBNEH y

(haktop (RHD) nnopa EeHOTUMIYECKI OTPULIATESbHbIIA

BHumaHue: [laHHOe UCCNEa0BaHIe NPOBOAUTCS TOMbKO Y CEPONOTUYECKI PE3YC-0TPULIATENBHON NALMEHTKI NPY CPOKE BEPEMEHHO-
cTu 6onee 8 Hedenb.

3aknwoyenne:
PasBuTue pe3yc-koHMINKTa ManoBeposiTHO.

ToyHoCTb pesynbrara 3asucut ot KonuyecTea [JHK nnoaa, 06HapyX1Baemoli B MatepuHckoi nnasme. [laHHas Benn4nHa 06ycros-
JIEHA COCTOSHIE NMNALEHTbI 1 BO3PACTAET C YBENMYEHIEM CPOKA OEPEMEHHOCTL.

OnpeneneHue peayc-thaktopa meTogoM MLP B pexime peanbHOro BpeMeHU 3aknoydaeTcs B 06HapyeHuu reHa RHD nnopa, kogu-
pytoLLero D-aHTUreH, B KPOBIA MaTep.

TpaaMUMOHHbIA CEpONOrA4eCcKmiA METOL 0CHOBAH Ha BbIIBNIEHMI HEMOCPECTBEHHO D-aHTUreHa Ha 3pUTPOLINTAX KPOBU.

YHallle BCero oTpuLaTesibHbIil pe3yc-Haktop 06yCNoBeH NONHbIM 0TCyTCTBUEM reHa RHD 1, kak cnefctaue, 0TcyTcTBIEM D-aHTure-
Ha. B 3TOM Cciyyae ceponoruyeckum MeTofoM 1 MeTofoM MMLUP pesyc-thaktop onpeaenseTcs kak 0TpuLaTenbHbIA, T.6. pe3ynbTatbl
1CCNeL0BAHMIA COBMAZAIOT.

CornacHo nuTeparypHbIM AaHHbIM, B peauaitunx cnyyasx (mexee 0,1%) BCTpeyaeTcs Takoi BapiaHT reHa RHD, korna pesyc-thak-
TOP NNOAA FEHOTUMYECKM ONPEAEnAeTCs Kak OTPULATENbHbIA,  NOCIE POXAEHNS PeOEHKA CEPONOrAYECKIN MOXKET BbISBNATHCS Kak
CnabononoXMTeNbHbIA. B 3TOM Ciy4ae B nepuog 6epemMeHHOCTI BO3MOXHO Pa3BIUTIE PE3YC-KOHMMKTA CIab0i BbIPAXXEHHOCTY.




b. Pe3ynbTar uccneposanus «RHD nnopa +»

O6pasey_3 RHD nnopa +
Exon 7 36,9 3,3 +
A5 KBM 33,6 +
Exon 10 37,1 35 +
Exon 7 36,9 3,2 +
A6 KBM 33,7 +
Exon 10 37,2 33 +

MpeHaTtanbHas guarHocTuKa.
Pe3yc - hakTop.

[lara
Howmep npoGupkut Norotun
®.11.0. nauneHTa
Mon

Boapact NHhopmavuust 0 naboparopuu
Opranu3auus

Bpay

Mpumeyanme

Nnextudukatop 06pasia:06paset_3

Ha3ssanue uccneposaxus Pesynbtar MHTepnpetauus pesynbtata
BblsiBNEHWe reHa pesyc — BLisia/ieH Peayc-thakTop nnopa:
haktop (RHD) nnoaa TEHOTUNUYECKI NONOXIUTESbHbIIA

BHumanme: [laHHoe uccneaoBaHue NpOBOAUTCS TOMbKO Y CEPONOTMYECKN Pe3yCc-0TpULATESbHOM NALMEHTKIA MPK CPOKE GepeMeHHO-
CTn 6onee 8 Hefiefb.

3aknoyenne:
B03MOXHO pa3BuThe Pe3yc-KOHMNKTA.

To4HoCTb pe3ynbrara 3asucut ot KonuyecTea [HK nnoaa, 06HapyX1Baemoli B MatepuHcKoi nnasme. [JaHHas Benn4iHa 06ycnos-
JIEHA COCTOSHIEM MMALIEHTHI 11 BO3PACTAET C YBESIMHEHNEM CPOKA OEPEMEHHOCTI.

OnpepeneHue peayc-haktopa MeTogoM MLP B pexime peanbHOro BpeMeHU 3akmoyaeTcst B 06Hapy»eHuu reHa RHD nnopa, kogu-
pytoLLero D-aHTUreH, B KPOBIA MaTepi.

TpaaMUMOHHbI CEPONOrA4eCKMiA METOL 0CHOBAH Ha BbIIBNEHMI HEMOCPECTBEHHO D-aHTUreHa Ha SpUTPOLINTAX KPOBM.

CornacHo nuteparypHbIM [aHHbIM, B 99% WCCNEA0BAHWA Pe3yNbTaTbl, NONYYEHHbIE CEPONOT4ecKuM MeToaoM 1 MeToaom MLIP,
coBnagatot. OfHako y 1% reHOTUNNYECKM PE3YC-MONOXMTESNbHbIX JIUL, CEPONOTYECKIM METOZOM MOXET ONpeaensTses oTpuLa-
TeNbHbI Pe3yCc-PakTop, 4To CBA3aHO C MyTaLusMu B reHe RHD u, Kak CneacTBue, 0TCYTCTBIEM UM (hyHKLIMOHANBHOM HENOSHOLEH-
HOCTb0 D-aHTureHa. Moatomy nocne poLoB PEKOMEHIYETCS YTOYHUTL Pe3yCc-(hakTop pedeHKa CEPOOrYECKUM METOLOM.




B. Pesynbtar uccneposanua «RHD nnopa Hem3secTeH» BbIJaeTcA B C/lyyae, ecnu naumeHTKa reHoTH-
NUYECKHU pe3yc-NonoXuTenbHas

O6pasey_2 RHD nnopa Heu3BecTeH
Exon 7 32,1 0,1 +
A3 KBM 32,2 +
Exon 10 319 -0,3 +
Exon 7 32,5 -0,2 +
A4 KBM 327 5
Exon 10 326 0,1 +

MpeHaTtanbHas guarHocTuka.
Pe3yc - hakTop.
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Nnextudukatop 06pasuia: 06pasew_2

Ha3Banue uccneposanus PesynbTar WnTepnpertauusa pesynbTtara

Y marepu 06Hapy»eH red RHD.
BbIIBUTb HEBO3MOXHO BbisiBuTb reH RHD nnoaa AaHHbIM
METOZI0M HEBO3MOXHO.

BbisiBreHe reHa pesyc —
(haktop (RHD) nnoaa

BHumaHue: [laHHOe UCCNEa0BaHie NPOBOAUTCS TOMbKO Y CEPONOTUYECKI PE3YC-0TPULIATENBHON NALMEHTKI NPY CPOKE BEPEMEHHO-
cTv 6onee 8 Hedenb.

3aknwoyenne:
Henb3s UCKI4NTL BOSMOXHOCTb PA3BUTUS PE3YC-KOH(NKTA.

To4yHoCTb pe3ynbrara 3asucut ot KonuyecTsa [JHK nnoaa, 06HapyX1Baemolt B MatepuHckoi nnasme. [JaHHas Benn4iHa 06ycros-
JIEHA COCTOSHIE MNALEHTbI 1 BO3PACTAET C YBENMYEHIEM CPOKA OEPEMEHHOCTL.

OnpeneneHue pe3yc-daktopa MeTomom MLP B pexiime peansbHOro BpeMeHU 3aKoyaeTcs B 06HapyxeHuu reHa RHD nnopa, kogu-
pytoLLero D-aHTUreH, B KPOBIA MaTepi.

TpaZMUMOHHbIA CEPONOrA4eCKMiA METOL, 0CHOBAH Ha BbIIBNEHMI HEMOCPECTBEHHO D-aHTUreHa Ha 3pUTPOLINTAX KPOBM.

Yallle BCero oTpuLatenbHblil pe3yc-(akTop 00yCNOBMEH NONHbIM 0TCYTCTBIEM reHa RHD 1, kak cnefctaue, 0TcyTCTBIEM D-aHTure-
Ha. B 3TOM Cciy4ae ceponoruyeckum MeTofoM 1 MeTofoM MNP pesyc-haktop onpeaenseTcs kak 0TpuLaTenbHbIi, T.6. pe3ynbrarbl
CCNEN0BAHMIA PA3HbIMI METOZAMI COBMAMAHOT.

(OAHaKo, COrnacHo NUTEPATYPHbIM AaHHbIM, Y 1% CepONornyecKit pe3yc-0TprLaTeNbHbIX UL, KaK B JaHHOM Cly4aeM, NpUCYTCTBYeT
MYTUPOBaHHbIIA reH RHD, onpeaenatoLini reHoTUMHECKI NONOXMTENbHbIA Pe3yCc-akTop Npu OTCYTCTBUN UM (DYHKLMOHATBHOM
HeNoNMHOLEHHOCTY D-aHTureHa. Mpy Hann4mun Takoro M3MEHEHHOO reHa y Marepi BbisiBiTb reH RHD nnoaa metoaom MLP HeBo3-
MOXHO, HO NPV OEPEMEHHOCTY CEPONOTMHECKM PE3YC-NONOXKUTENBHOM M00M MOXET NPOUCXOAUTL PA3BITIE PE3YC-KOH(IMKTA.




I. COMHUTENbHbI UM HeJ0CTOBEPHDI pe3ynbTar

[pun NONYYEHUM COMHIUTESIbHBIX U HEAOCTOBEPHbIX PE3Y/LTATOB CpaBa 0T UAeHTU(MKATOpa 00pasLa Oyner yka-
3@HO COOTBETCTBEHHO (7) Unn (HA).

HepgocrosepHbii pesynbTat

O6pasey_13 RHD nnopa Hp
Exon 7 39,5 - HA
A10 KBM 35,6 HA
Exon 10 39,5 - HO
Exon 7 39,1 - HIL
B10 KBM 35,3 HA
Exon 10 40,7 - HL

lpenaTtanbHas guarHocTuka.
Pesyc - hakTop.
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NneHTuchnkatop obpastia: Obpasew_13

HasBanue nccnefoBanus PesynbTar WuTepnpertaumsa pesynbTara
BbisiBneHue rexa pesyc — Heo6x01M0 NOBTOPHO
takTop (RHD) nnopa RHD nnoga kA caTb KPOBb.

BHumanue: [laHHoe nccneaosaHine NpoBoanTCA TObKO Y CEPONOrN4EcKY Pe3yCc-0TpULLATENIbHON NALWEHTKY NPYU CPOKE OEPEMEHHO-
CTv 6onee 8 Heflenb.

3aknoyenne:




Ta6nuua 1. MpuHumnbl onpeaeneHns COMHUTENbHbIX U HEAOCTOBEPHbIX pesynbTartos MLP

MapameTpb BapuaHTbl pe3ynbTaToB
uccnenoBaHus 1 2 3
Pesynbrar no kasany Fam (Fam Cp) Cp<4t He yunTbiBaetcs He yunTbiBaeTCs
Pe3ynbrar no kaHany Hex (Hex Cp) Cp<35 Cp>35 uni Cp<35
- He yka3aH -
Pesynbrar no kasany Rox (Rox Cp) Cp<4t He yunTbiBaeTcs He yunTbiBaeTCs
ACp ((Fam Cp) munyc (Hex Cp)) 1,0-1,9 He yunTbiBaetcs He yunTbiBaeTCs
AGp ((Rox Cp) mutyc (Hex Cp)) 1,0-1,9 He y4uTbiBaETCS He y4uTbiBaETCS
He cosnagaer
Pesynbrar amnandukamn + HA 10 fy6nAm
Pesynbrar uccneaosaqis (res RHD nnopa) ? HO HA
VHTEDNDETALIR peayTbTaTa COMHI/ITeJ'IbH*bII/I HGHOCTOBeijEIM Henocmaeeﬁm
pesynbrar pesynbrar pesynbrar

Mpumeyanue:

Heobxoaumo nosTopHo nposecty MLP, nn6o Bbiaenuts IHK u nposecty MLP ans atoro 06pasua, n1n6o B3sTb KNUHNYECKMIA MaTepu-
an y nauvenTa (BbINONHAETCA NOCEA0BATENbHO).
Heo6xoaumo npoBecTy noBTOpHOE BbiaeneHue [HK v noctaHosky MLIP 3Toro 06pasua n16o NoBTOPHO B3STh KIIMHUHECKMIA MaTepuan
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y nauneHTa (BbINONHABTCS NOCNEA0BATENLHO).
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Heobxoaumo nosTopHo nposecTy MLP ang atoro obpasua.



lpeumywyecTsa Habopos ANs HENHBA3UBHOW NPEHATAaNbHONH JNArHOCTHKM NPOM3BOJCTBA
komnaumn «[JHK-TexHonorusa» no cpaBHEHNIO ¢ aHanoramm

« WccnepoBanue ¢ ucnonb3osauem Habopa pearentoB ans sbiasnelus rena RHD nnopaa B Kposu
matepu metogom MLIP B pexume peanbHoro spemenu «Pesyc-thakrop nnopa» («AHK-TexHono-
rusi») BNepsbie B NPAKTUKE O0TEYECTBEHHbIX pa3paboTok no3sonser AudhepeHLUpoBaTh reHo-
TUNUYECKMN Pe3yC-NONOXUTENbHbIX NALUEHTOK.

« EavHasg nporpavma amnaneuKaLan 1 cneunani3upoBaHHoe nporpaMMHoe 00ecneyveHne no3eonskT 00be-
[VHSTb B OHOM NPOTOKO/E JBa BUAA UCCNenoBaHns («Pesyc-thaktop nnoga» u «[lon nnoga») npu co-
XPaHeHUM HEe3aBICHMOIA aBTOMATUHECKON MHTEPMPETALIAN PE3YNbTATOB, YTO CYLLECTBEHHO COKPALLIAET BPEMS,
HE0OX0AMMOE [1/151 NPOBEEHNS aHaNn3a, 1 YBENHMBAET NPOMYCKHYH CNOCOOHOCTL 1a60PATOPUIN.

 HebonbLuoi 06bem 00pasLia Kposu — 4,5 M1 — J0CTATO4EH A5 NPOBEEHNS MOMHOM0 KOMMIEKCa UCCNe0Ba-
HWIA C MCMOMb30BaHNEM HAO0POB PeareHToB «Pe3yc-thaktop nnoaa» u «[on nnoga».

o OpHOKpatHoe LieHTPUEYrpoBaHe KPoBYM ANs NOMy4eHUs MasMbl CHIDKAET PUCK KOHTAMUHALMYM 00pa3LioB
11 COKPALLIAET BPEMS pabdoThbl N1abopaHTa.

« PackanaHHbiii hopmar HabopoB He TPeBYeT A0MOMHATENbHbIX MaHAMYNSLWA N0 COCTABNEHNIO PEAKLIMOHHBIX
CMECEI, 4YTO COKpaLLAeT Bpems paboThl 1a00PaHTa U CHIDKAET PUCK KOHTAMUHALMN.

o (TabunbHOCTb KOMMOHEHTOB HAOOPOB PEAreHTOB 00ECTEYMBAET [NUTENBHOE XpaHeHue (9 Mecaues) npu
+2 ... +8 °C 1 TpaHCnopTUpOBKY B Te4eHUe 72 4acos npu Temneparype ot 0 ao +24 °C.

o MuHMManbHOE KONMWUYECTBO CTAHAAPTHOTO PACXOAHOr0 Matepuana 1 [ONOSHUTENBHOrO 060PYA0BAHNS
ANs npoBeaeHns nonHoro uukna lNLP-aHanu3a (B ToM Y1cne, 0TCYTCTBIE HEOOXOAMMOCTI MUCMONb30BAHNS
KOJTOHOK 11 Npo61POK 06BEMOM 5 Mn).

« Hanuune KBM B kax 0/ npoOUpKe No3BOSISET OLEHUTH KA4ECTBO MPOXOXAEHNS 3TAMO0B BbIAENEHNS 11 aMnn-
(hUKaLWMK, a TaKKe [0CTaTOYHOCTb KONMYeCTBa BblaeneHHon [HK ang nccnenoBanns, YTo B COBOKYMHOCT
00ECMEYNBAET CYLLIECTBEHHOE CHYDKEHNE PUCKA MONYYEHIs HEBEPHbIX PE3YNbTaTOB.

BHumanwe! MHdopmaws, comepxatiasncs B peknamHoM OYKNeTe, MOXET He COBNAaAaTh C akTyasnbHOI BEPCUEN CNeLunduKaLmmy Ha yKkasaH-
HbIil npoaykT. Bepeus 070-4. 11
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000 «[IHK-TexHonorus». Agpec: r. MockBa, BapLuasckoe Lwocce, 4. 125, kopn. 6, aT. 5, komH. 14.

Ten./chake: +7 495 640-17-71; www.dna-technology.ru; mail@dna-technology.ru.

Cnyx6a KNMEHTCKOI NOLAEPXKK:
8 800 200-75-15%380H0K no Poccuu becnnatHbiit), hotline@dna-technology.ru.

. B

-.)
v



