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B HacToAWEen MHCTPYKUMM MO NMPUMEHEHWUIO W3M0XEH METOA OLEeHKU
BEPOATHOCTM BO3HWKHOBEHUsA TpaHccekcyanusma (F64.0), KoTopblii MOXeT
ObITb WMCNOMb30BAH B KOMMMEKCE MeAULUMHCKUX YCAYr, HanpaBNeHHbIX Ha
MEAULMHCKYIO  NPO(MNAKTUKY  [JaHHOW  natonorun.  WHCTpyKuUusS
npefHa3HayeHa Ans Bpayeii-NncuxmaTpoB, Bpayeli- NCMXOTepaneBToOB U UHbIX
Bpayei-cneymanncToB  OpraHu3auuii  3[paBOOXPaHEHUs, OKa3blBatoLMX
nauueHTam C TPaHCCEKCYann3MoM MeAULMHCKY NOMOLLb B CTaLMOHAPHbIX 1

(unn) ambynaTopHbIX YCNOBUAX.

[NokasaHus K NMPUMEHEHWIO:

Hannume npusHakoB reHAepHOn Anchopumn, OTATOLWLEHHOIO CEMENHOro U
CoOUMa/IbHOIo0 aHaMHe3a, Han4dne CpeaoBbIX TPUTTEPOB (CJ'Iyl-IaI/I dHOMaJIbHOTI O
CeKCyasIbHOro MoBefeHUS U CeKCyasibHbIX PacCTPONCTB Cpefn POACTBEHHUKOB
MCNbITYEMOr0), naTonorma 6GepeMeHHOCTM Yy MaTtepu Ao 11-i Hegenwm,
XpOHI/IHECKI/IVI CTpecC MaTepn BO BpeMA 6epe|v|eHH00T|/|, «NCnXmyeckoe»

OTCYTCTBME OTUA/MAEHTUPUKALNSA CebA C MaTePbIO.

NpoTrBONOKAa3aHUSA K MPUMEHEHMIO:

HeT.

NepeyeHb HEOOXOAMMbBIX MEANULIMHCKNX U3OENNA, PeaKTUBOB

1 MLP-60Kc.

2. MporpaMmmMmupyemblil HarpesaTtesibHbIA 610K (amnangukaTop).

3. MuHuueHTpUdyra.

4. ABTOMaTUYeCKMe MUMETKU nepemeHHoro obvema (0,5-10, 5-50, 20-200
MKJ1) C OAHOPAa30BbIMU CMEHHBIMW HAaKOHEYHNKaMMU.

5. Mpobupkun gnsa MLUP o6bemom 0,2 m.

6. Mpobupkn o6vemom 1,5 mn.

7. Habopb! peaktnBoB ans Bbigenenms OHK.
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8. Pacteop ans MNLP BkovaroLwmii 6ydepHblid pacTBop, CMeCb HYK/IEOTUAOB
n AHK nonnwvepasy.

9. Mpaimepsbl, hnaHKMpytoLWwme aHanM3npyemblin yyactok AHK.

10. Tlpubop p[na  aBTOMATUYECKOTO KanwuaigpHOro 3fekTpogopesa C

nporpamMmMmHbIM obecrneyeHmem.

OnuncaHme TeXHOMOrMM MeToAa

1 MNpoBefeHne aHanM3a reHeTUYECKMX NoIMMOPGU3MOB FeHOB:

TpuHykneotugHble CAG-NoBTOPbI B reHe AP;

AnHykneotngHble TA nostopbl - 1174(TA)n B reHe ESR1

AnHykneotngHble TA nosTopbl B reHe SRD5a2

'eH SRY 1 yyacTKu XpomMocoMmbl Y BK/IKOYaroLLme Nokycbl AZF.

2. OnucaHve MeTOA4OB MOJIEKYNAPHO-TeHeTUYecKoro aHanmsa. [And
nccnefosaHusa reHa SRY 1M MUKpOCaTEN/IMTHBIX MapkepoB XpoMocoMbl Y (SY84 u
sY86, sY127 nsY134, sY254 1 s Y255) ncnonb3yetcs cuctema mMy/ibTUMIEKCHOM
MLP c 8-t0 napamu npavimepos (Tabn. 1).

B KayecTBe BHYTPEHHEro KOHTPONA wucronbdyetca reH ZFY/X - reH,
MPUCYTCTBYIOLWNIA Kak Ha Y, TaK 1 Ha X XPOMOCOME.

ccnefoBaHne MUKPOCATE/NIMTHONO MOAMMOPMM3Ma  MPOBOAUTCS  MyTem
NPAMOro OrpejeneHve Ko/iuyectsa AW- WU TPUHYKNEOTUAHbLIX TMOBTOPOB C
MCMOoMb30BaHNEM MonMMepasHoir uenHou peakumn (MUP) ©  KanunnsipHoro
anekTpodopesa. And amnangukaumMm UCMosb3yroT Npaimepbl, (iaHKMpyoLme
yyactkn OHK, cogepxxaiine nonvmopgHble nosTopsl (Tabnmuya 1).

3. Tlpoayktel TP aHanMsmMpytOT C MOMOLLbHO  aBTOMAaTUYECKOro
KanunnapHoro anektpodgopesa (puc. 1). O6paboTKy AaHHbIX W OnpefeneHve
MapKepoB BbIMOJHAKOT C NMOMOLLLIO NAaKeTa KOMMbIOTEPHLIX NporpamMmm Ans aHaimsa

MWUKPOCATENINTHOIO I'IOJ'II/IMOp(pI/BMa.



Tabnuua 1 Tlpaiimepbl, MUCNONb3yeMble ANA onpeaeneHuss reHa SRY w

MMWKPOCATE/IUTHBIX MapKEPOB XPOMOCOMbI Y

KoHueHTpayusa
M apkep MocnepoBaTeNnbHOCTb NpaiimMepoB MeTka
npaimepos

sV 86 10 pM GTG ACA CAC AGACTATGC TTC FAM
10 pM ACA CAC AGA GGG ACA ACC CT
5pM GGC TCA CAA ACG AAA AGA AA FAM

Sy127
5pM CTG CAG GCA CTA ATA AGG GA

SY255 5pM GGG TGT TAC CAG AAG GCA AA FAM
5pM GAA CCG TAT CTA CCA AAG CAG C

sy 84 5pM AGA AGG GTC TGA AAG CAG GT FAM
5 pM GCC TAC TAC CTG GAG GCT TC

sy 134 2,5 pM GTC TGC CTC ACC ATA AAA CG FAM
2,5 pM ACC ACT GCC AAA ACTTTC AA

sy 254 4 pM GTT ACA GGA TTC GGC GTG AT FAM
4 pM CTC GTC ATG TGC AGC CAC

ZEY 5 pM ACC RCT GTA CTG ACT GTG ATT ACA C FAM
5pM GCACYTCTTTGG TAT CYG AGA AAG T

SRY 15 pM GAA TAT TCC CGC TCT CCG GA FAM
15 pM GCT GGT GCT CCATTC TTG AG

Tabnuua 2. [MpaiiMepbl, WCMOMb3yeMble [/1  ONpeAeneHVs au- W

TPUHYKNEOTUAHLIX NOBTOPOB B reHax AP, ESR1 n SRD5a2

leH Mpaiimephl TemnepaTtypa Pasmep TLP
oTxura (°C) npoAykKTa
(bp)

AP F5"FAM -GTGCGCGAAGTGATCCAGA 3R 5’ 55 211-289
GTTTCCTCATCCAGGACCAGGTA 3’

ERa F5 FAM -GACGCATGATATACTTCACC 3'R 5’ 56 154-196
GCAGAATCAAATATCCAGATG 3’

SRD5A2 F5 FAM -GCTGATGAAAACTGTCAAGCTG 3'R 56 89-108

5’GCCAGCTGGCAGAACGCCAGGAGAC 3’
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Puc. L DneKTpohopeTUYecKnin aHaIm3 MapKepoB XpOMOCOMbI Y.

4. WHTepnpeTaumns NonyyYeHHbIX AaHHbIX U KPUTEPUX OnpeaeneHns Haamums
reHa SRY 1 MMKpocaTeIMTHbIX MapKepoB XPOMOCOMbI Y. [oyyeHHble AaHHble
aHa/IM3MPYIOT, OMpefenss KO/MMYeCTBO MapKepoB Ha  3/eKTpodoperpamme.
OtcyTcTBME reHa SRY uam 10KycoB XpOMOCOMbI Y Onpesensietcs no KonYecTsy
MVKOB, COOTBETCTBYOLLMX aHaNM3npyembiM hparmeHTam JHK, Kak nokasaHo Ha
pucyHke 1

AHa/IM3MpyeTCca MUKPOCATEN/IMTHBIA NONMMOP(IU3M B reHax aH4pOreHoBoro

peuentopa (AP). B COOTBETCTBUM C OOLUENPUHATON NPaKTUKOW BapUaHTbI
nonumopdgusma genarca no konundectsy CAG-nosTopoB Ha KopoTkume ((CAG)n
<18), cpegHue ((CAG)n 19-25) n gamHHble ((CAG)Nn >26) (Puc. 2).



e

w THHTTXMT
Puc. 2. BapuaHTbl reHOTUMNa Mo NoAMMOPN3MY TPUHYKNEOTUAHbIX CAG-

NMOBTOPOB B reHe AP
1 16/21 nosTtop
2. 22/23 nosTopa
3. 21/32 nosTOpa
4. 22/30 nosTOpOB
AHanM3npyeTca MUKPOCATENIUTHBIA NOAMMOPDN3M AVHYKNEOTUAHbIX TA

nosTopos - 1174(TA)n B reHe ESR1.

3V ~
KXK:
Puc. 3. BapvaHTbl reHoTuna no noanmopguamy 1174(TA)n B reHe ESR1
1 22/23 nostopos (L/L)
2. 20/22 nostopa (L/L)



3. 13/18 nosTopa (S/L)
4. 20/22 nosTtopa (L/L)
AHaIM3MPYeTCa MUKPOCATEIUTHBIA MOIMMOP(IM3M AMHYKNEOTUAHbIX TA

NoBTOPOB B reHe SRD5a2.

Puc. 4. BapvaHTbl reHotMna no noauvmopgusmy TA MNOBTOPOB B TeHe

SRD5a2
1 TA(0)/TA(0)
2. TA(0)/TA(9)
3. TA(0)/TA(9)
4. TA(0)/TA(0)

3. lcmxonornyeckoe TeCcTUpPOBaHWE MNPOBOAUTCA C MCMONb30BaHWEM
cnefyroLwmnx MeToamuk:

«3MepeHne cTeneHn aHApPorMHHoCcTU», C. bawm;

«Mun®» (MaCKynMHHOCTb N (heMUHUHHOCTL), T.A.BeccoHOoBa;

«KogupoBaHue», 3. Ctaposuy, A.A. TKayeHKo;

«PUNO» (Purypa-fMosa-Opexga), 4.K. Canamos;

«UTO» (uBeToBOI TECT OTHOWEHNI), A.E. STKMHL;

«LLIkana HapyLleHnin ceKcyanbHOro AN30HTOreHesa And MyXunH», .E.
BBefeHCKUI.



«LLIkana HapyLleHW CeKCyasibHOro AN30HTOreHesa AN XeHwuH», I.E.
BBeseHcknin, E.B.MeanHCKNA.

«LLIKana oueHK/ HapyLUueHWii NONOBON MAEHTUYHOCTU», A.A. TKaueHKo.

5. NHTepnpeTauns pesynotatos (Tabnuua 3)

Tabnuua 1 - banbHasa WKana OUEHKW  BEPOATHOCTM  Pa3BUTUSA
TpaHccekcyanmsma
BepoaTHOCTb
[Moka3aTenb bannel pa3BUTUS
TpaHccekcyannsma
TpuHykneotnaHble CAG-MNoOBTOPbI B reHe ecTb -1
AP HeT - 0
[AuHy KneotuaHble TA NOBTOPLI - ecTb -1
1174(TA)n B reHe ESR1 HeT - 0
Cymma 6annos:
AuHykneotuaHble TA NOBTOPbLI B reHe ecTb -1 0 - oTCyTCTBYET
SRD5a2 HeT - 0
1 —Hu3Kana
Monumopgnam r4680 reHa COMT A/A i?Tb (1) 2 - CpefHaAn
3 - 4 - BbIcOKad
'eH SRY 1 yyacTKn XpoMocombl Y ecTb -1
BK/THOYaroLLme nokycel AZF HeT - O
CeKCyasibHObIN AN30HTOreHes:
3a/iepXxKKa, ecTb -1
HeT - O
npexaespeMeHHOe MoJsI0BOe pa3BuUTHE, ecTb -1
HeT - O
ANCrapMOHUS ecTb -1 CymMmma 6a/110B:
HeT - O 0 - oTcyTCTBYeT,
1- 2 - cpepgHAn
MacKyMHHOCTb U PEMUHUHHOCTb: 3 1 60nee - BbICOKaS
HETUNUYHOCTL ANA CBOEro nosna ecTb -1
NnoBefeHUs NN PYHKLUWNIA HeT - O
LLIkana OLeHKM HapyLLueHNs MOM0BOK
NOEHTUYHOCTU: ecTb -1
pOneBble UrPbl 1 BbIGOP NapTHepoB HeT - O

MPOTUBOMONOXHOIO nona



LLBETOBOI TECT OTHOLLEHWIA:
Hamnpas/ieHHOCTb CeKCYyaslbHOro
B/IeYeHUs,, 0COOEHHOCTM CMbIC/I0BOIO

o ecTb -1
BOCNPUATUA NoJsia U NOJI0BOM HeT - 0
aytTongeHTugmkaumm
KoaupoBaHue: 4YeTKOCTb ecTh -1
M0/I0BO3PAaCTHOr0 BOCMPUATUA 00beKTa HeT - 0

CEeKCYanbHOro npeanoyTeHus

Bcero no pesynbTatam onpeaeneHns HapyLleHW reHeTUYecKoro craTyca u
MCUXONOTMYECKOro TECTUPOBAHNSA BEPOSITHOCTb Pa3BMTUSA
TpaHcceKcyanusma:

O6annoB - OTCYTCTBYET,

1- 2 6anna - HN3Kas
3 6anna - cpegHss
4 6anna v Bbllle - BbICOKas

B cnyyae cpejHeil M BbICOKO  BEPOSTHOCTM  Pa3BUTUS
TpaHCCeKcyanusMa pPeKOMeHyeTcs - HanpaBfieHMe Ha KOHCYNMbTaUui K

Bpayy-ncuxmaTpy-HapKonory.

B cnyyae OTCYTCTBMA [aHHbIX, YKasblBalOWMKUX Ha BEPOATHOCTb
pa3BuUTNUA TpaHCCEKCYa/In3Ma, KOHCY/ibTaunga Bpada-ncnxmarpa-HapkKosaora He

TpebyeTcs.

BO3MO>XHbIE OLLUMBKW MNP NCIMOJIb3SOBAH METOLA
NYTN NX YCTPAHEHIUNA

OWKnGKN MOryT 6biTb CBSi3aHbl C HapyLleHWEeM TEXHOMO0rMYecKoro

npouecca MNpu NOCTaHOBKe MeTOAUK. Heo6XoAuMo ueTKoe cobGntoaeHume

WHCTPYKLUMIA Npon3BoanTENS.



