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JlonoiHMTeJIbHAsA NPodecCHOHATIBHAS NPOrpaMMa nNpogecCHOHATbHOU
NepenoAroToBKM 1o cnenuajbHocTu ""JlaboparopHasi reneruka'

1. O0mue moJs1oKeHus

1. llenpro MOMOMHUTENBHONU MPOPECCUOHATHLHOM MporpaMMbl TPodhecCHOHATLHON
IEPENOArOTOBKH  CIIENUAIMCTOB 1 ¢ BBICIIMM MEIMIIMHCKMM OOpa3oBaHUeM (maiee -
[Iporpamma) sIBisieTCsl TMOMYYEHUE KOMIIETEHIIUM, HEOOXOIMUMBIX [IJIi TPUOOpETEeHUS
KBaJTM(UKAIIMN U OCYIIECTBICHUS MPOPECCHOHATBLHONW ACSITETLHOCTH MO CHEIHATLHOCTH
"JlaGopartopuas reHeruka" (obOmacth mpodeccHoHanbHOM  mesarenbHOCTHZ - 02
3/1paBOOXpaHEHHE, YPOBEHDb KBATU(DUKALMH ° - 8 YPOBEHD).

2. B pesynprate ocBoeHus Ilporpammbl  opraHW3aus, OCYIIECTBISIONIASN
00pa30oBaTeNbHYIO JIESTENLHOCTD (J1ajee - opranusanus), obecrneunBaeT (GpopMupoBaHue y
oOyuaromierocs  (ciuymarens) npodecCHOHaNbHBIX KommereHuuil (manee - IIK)4,
BKJTIOUAOINX HEOOXOMMMBbIC 3HAHUS, YMEHHS, OIBIT ACATEIBHOCTH, B COOTBETCTBHH C
IUTAHUPYEMBIMU PE3YAbTaTaMu O0y4eHUS U PA0OUYUMH MPOrpaMMaMy MOMIYIICH.

3. ®opma oOydyenus mno IIporpamme - oyHasg, C BO3MOXHOCTbIO YaCTHUYHOIO
UCIIOJIb30BaHUS DJICKTPOHHOTO O0yUEHHUS U TUCTAHIIMOHHBIX 00pa30BaTEIbHBIX TEXHOJIOT I
(manee - 50 u 1OT).

4. TpymoemkocTh oOydeHHs (Cpok ocBoeHHs IIporpammel): 576 akageMHUUYECKHX

qacCoB.
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5. KanenmapHpiii yaeOHbIN rpadux

Kanennapubiii yueoHnslii rpadpuk (16 Hegeanb, 576 yacos)

Heneas

MoayJasb 1 TeMa

Yacel

Bun gesiTe IbHOCTH

Moayasb 1. OcHOBBI MeTHIIMHCKO# reHeTHKH<br>Mcropus,

1 36 |Jlexuuu, ceMUHapbI
OCHOBBI T€HETHKH, KIMHUYECKas FreHEeTHKa
Kimuuueckas renetuka (poJ10HKEHHE), S THONATOreHeTHYecKast
2 10 |Jlexuwu, ceMHUHAPHI
Tepanus
TectupoBanue, penieHne
IIpome:xyTouHasi aTTecTanus Mo Moay.aio 1 2 sanau
MoayJs 2. Opranu3anus Ja6opaToOpHO-TeHETHYECKHUX
uccjegoBanuii<br>OpraHu3zaius NOMOIIH, 1a00paTOPHH, 18 |Jlekuuu, ceMHUHAPBI
MPeaHAIM THYECKHUI dTarl
3 KonTtponb kauecTBa, TOKyMEHTalUsl, CTATUCTUKA 10 Jlekuwu, ceMUHAPbI
TectupoBanue, pemieHue
IIpome:kyTOYHAsI aTTeCTAUMS 10 MOTYJIIO 2 2
3a1a4
Moayab 3. MoJ1eKyJasIpHO-TeHeTHYeCKHEe MeTO/Ibl
Ay yJsp A 24  |Jlekiuu, CEeMUHAPBI
):marHOCTMKM<br>HpHHL[HHLI METOA0B, CCKBCHUPOBAHHUEC
4 CekBennpoBanue (IIPOAOJDKEHIE), AaHAIIN3 PE3yIbTaTOB 24 |Jlexuuu, ceMUHAPBI
5 AHanmm3 pe3ynbTaToB (MIPOJODKEHNE), THarHOCTHKA B OHKoNoruu | 34 |Jlekuuu, ceMUHaphI
TectupoBanue, pemeHue
IIpome:xyTOUYHAs aTTecTAIUs 110 MOAYJIIO 3 2 sanau
Moayab 4. lluTorenernyeckne MeTO bl
6 auarnocTuku<br>CoBpeMeHHbIE TEXHOJIOTUH, UACHTH(UKAIIHS 36 |Jlekmuu, ceMUHApPBI
XpPOMOCOM
7 [{urorenomuka, MHTEpIpeTaUs PE3yIbTATOB 36 |Jlexuu, ceMUHapbI
Oprauuszaiys 1 KOHTPOIb KaueCTBa IUTOrEHETUIECKUX
8 P A P t 10 |Jlexuwu, ceMHUHAPHI
HCCJIEI0OBAaHUN
TecTupoBanue, pemieHue
IIpome:xyTOUHasi aTTecTALUS 10 MOAY.10 4 2
3a1a4
Mopyas 5. buoxumMudeckue MeToIbl
9 AUArHoCTUKU<br>IIpHHITUTIBI METOAOB OMOXUMMYECKOU 36 |Jlekuu, ceMUHaPbI
JIMAarHOCTHUKHU
10 ITpuHIIMOEI MeTONOB (IPOIODKEHUE 12 Jlekumu, ceMUHAPBI
9
Nutepnperanus pe3yIbTaTOB UCCIEIOBAHNI OOMEHA BEIIECTB 22 |Jlexuuu, ceMAHAPBI
Y. )
TectupoBanue, pemieHue
IIpome:xyTouHAas aTTecTalUsI 10 MOAYJIIO 5 2 saxau
Moayasb 6. [IpoduaakTuka HacjaeICTBEHHbIX
11 0oJe3neli<br>Cucrema npo(puIaKTHKH, IPEKOHIIENIIMOHHBIN 12 |Jlexkumu, ceMrHApEI
9 9
CKPUHHUHT
IIpenMIIaHTaLIMOHHOE TECTUPOBAHHUE, TIPEHATAIbHAS
P H p - 1P 24  |Jlekuu, CEeMUHAPBI
IUAarHOCTHKA
IIpenatanpHasg nuarHocTuka (IpoaoKeHue), HeOHATaILHBIN
12 P A (poz ): 24  |Jlekuu, CEeMUHAPBI
CKPUHHUHT
OTHyecKue TpoOIEeMBbI 4 |Jlekuu, cEeMHUHAPBI
9
TectupoBaHue, pereHue
IIpome:xyTOouHAas aTTecTalUsl 10 MOAYJIIO 6 2

3aJda4




Henensn

Monayab u Tema

Yacel

Bujg nesreanHoCTH

Moayab 7. Oxka3zanue MeIMUMHCKOH MOMOIIM B IKCTPEHHOMH

Jlexuuu,

13 (popme<br>OkazaHue MEITUITUHCKOMN TOMOIIU B SKCTPEHHOM 36 .
CHUMYJISILIMOHHBINA KypC
dhopme
14 Oxa3aHue MeAUIIMHCKON TIOMOIIM B 9KCTPEHHOH (opme 4 Jlexunmn,
(mpomomkeHue) CUMYJISIIMOHHBINA KypC
IIpome:xyTOYHAsA aTTecTALUSA 110 MOAYJIIO 7 2 |TectupoBanue, OCKD
[IpakTnka B
Mogayas 8. IIpakTuka<br>IIpoBeneHne 1a00paTOPHBIX P
15 . 36 |maboparopuu (IT1P,
uccienoBanuii (0yok 1)
CUKBEHC)
[IpakTuka B
16 [TpoBenenne nadbopatopHbIX uccienoBanuii (6sok 1) 36 |maboparopun
(IMTOreHeTHKa)
[IpakTuka B
17 [IpoBenenue nadopaTopHbIx uccienoBanuit (61oxk I11) 36 |mabGoparopun
(6roxummsi)
o [IpakTuka B
18 [IpoBenenue nabopaTopHbIX uccienoBanuii (6510k V) 32 P
nabopaTopuun
IIpomeskyTouHasi aTTecTalMA MO MOAYJIIO 8 2 |OueHnka oTuera, 3a4eT
Dk3aMeH (TeCTHPOBaHUE,
19 HroroBasi arrecranus 6 ( p
OCKD, pemienue 3a1a4)
Hroro 576




II. Il;iannpyemble pe3yJbTarbl 00y4eHust

6. [lnanupyembie pe3ynbTaThl OOYUCHHUS:

Ne n/m Konbl 1 HanMeHoBaHUs Konbl 1 HanMeHOBaHUs pe3yIbTaTOB 00yYEHHS, COOTBETCTBYIOIINX KOMIETCHIIUM
KOMIIETEHIIU I
3HaHus (1anee - 3) YMmenus (nanee - y) OMnBIT neATETHLHOCTH (J1ajiee
- 0)
1 I1K-1. Cniocoben 1.31. HopMaTuBHBIEC IPABOBBIC AKTHI, l.yl. IlogroroBka o6pa3ios l.ol. BeimonHeHnue
BBITTOJTHATH JJa0OpaToOpHBIE |PEriaMeHTHPYIOIIHE BBITIONHEHIE OHMOJIOrMYECKOr0 MaTepraa JJst 1a00paTOPHBIX

UCCIICIOBAHUS IS
JMArHOCTUKH BPOXKICHHBIX
U (MJIM) HACJIEICTBEHHBIX
3a0oneBaHui

y MaIMEeHTOB U YWICHOB UX
ceMel, aHaJIu3upOoBaTh
pe3ynbTaThl B OPMHUPOBATH
KJIMHUKO-JIA0 OpaTopHOe
3aKJIIOUYCHHE

1ab0paTOPHBIX HCCIENOBAaHU B LIETISX
YCTAHOBJICHUS WM YTOUHEHUS AHAarHo3a
BPOXKJIEHHOTO U (MJIM) HACIEICTBEHHOTO
3a00yieBaHus y TAIIUEHTOB U WICHOB UX
ceMeH, Ul Ha3HA4Y€HUs U KOHTPOJIS

3¢ (HEKTUBHOCTH JICUEHUS TCHETUY €CKU
00y CIIOBJICHHOTO 3200J1eBaHUS
(cocrosiHus), BKITIOYAsk OPSAJIKH OKa3aHUS
MEIUIMHCKON IOMOIIIH.

1.32. KiilmHnueckue pekoMeHaanuu npu
OKa3aHMM MEIUIIMHCKOM MOMOIIH B YaCTH
BBITIOJTHEHUS J1a0 OpaTOPHBIX
MCCJIEIOBAHUM B LIETISX YCTAHOBJICHUS
WJIM YTOYHEHUS JUarHo3a BpOXKJIEHHOTO U
(nyn) HACIECTBEHHOT O 3200JIEBaHUS Y
MAIMEHTOB M YICHOB UX ceMeil, s
HA3HAYECHUS U KOHTPOJIA 3((HEKTUBHOCTH
TIeYEHHS TEHETHUECKH 00YCIIOBIEHHOTO
3a0oseBaHus (COCTOSHUSA).

1.33. O0beM 1 OCIeA0BATENbHOCTh
BBITIOJTHEHUS J1a0 OpaTOPHBIX
MCCIE0OBAaHUM JUIsl YCTAHOBJICHUS WIIN
YTOYHEHHS IMarH03a BPOXKJIEHHOTO U

(nn) HACIEeCTBEHHOr 0 3a00JIeBaHus,

pOBECHUS J1a00PaTOPHBIX
MICCIIEZIOBAHUM C M CIIOJIb30BaHUEM
OMOXMMUYECKHX, MACC-
CIIEKTPOMETPUUECKUX, MOJIEKYJISIPHO-
FCHETUYECKUX, IUTOT€HETUYECKUX,
MOJIEKYJISIPH O-IIUTOT€H €TUYE CKUX
METOJI0B.

1.y2. Beibop MeToauK 1abopaTopHbIX
MCCIIEZIOBAHUH Y MAIUEHTOB U YJICHOB
UX ceMell B L1eNX YCTaHOBJICHUS U
(W) yTOUHEHHUS AMarHos3a
BPOXKJIEHHOTO U (MJIH)
HACJIEICTBEHHOT 0 3a00J1€BaHMs,
FEHETUYECKH 00YCIIOBIECHHOIO
3a0o0eBaHus (COCTOSTHUS) U
[0CJIE0BATEILHOCTH UX TPUMEHEHUS
B COOTBETCTBUU C NMOPAAKAMU
OKa3aHUS MEIUIIMHCKOM TOMOIIH,
KJIMHUYECKUMH PEKOMEHAALMSIMH, C
Y4ETOM CTaHIApPTOB MEIUIIMHCKOU
[TOMOLLIH.

1.y3. O6ocHOBaHME U TUTAHUPOBAHHE
HEoOX0AMMOro o0beMa u

IIOCJICA0BATCIbHOCTHU BBHIITOJIHCHUA

MCCIIEIOBAHUN B ENAX
YCTaHOBJICHUS WUJIH
YTOUHEHUS TUarHosa
BPOXKJIEHHOTO U (MJIN)
HACJIEJICTBEHHOTO
3a0o0JeBaHus y MallUeHTOB U
YJIEHOB UX CEMEN.

1.02. Brinonxnenue
1abopaTOpPHBIX
WCCIIETOBAHUM ISl
Ha3HAYCHUS U KOHTPOJIS
3G dEKTUBHOCTH JICUSHUS
BPOXKJICHHBIX U (HUJIN)
HACJIEICTBEHHBIX
3a00seBaHUM.

1.03. Opranuzanus u
OCYIIECTBIIEHUE KOHTPOJIS
KauecTBa J1abopaTOPHBIX
HCCIIEJOBAaHUM C
HCIOJIb30BAHUEM
OMOXUMHYECKUX, MACC-
CHEKTPOMETPUY ECKHUX,
MOJIEKYJISIPHO-

I'CHCTUYCCKHUX,
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IeHETUYECKH 00YCIOBIECHHOIO
3a00seBaHus (COCTOSIHUS) C
UCIOJIB30BaHNEM OMOXUMUYECKHX, Macc-
CIIEKTPOMETPUUECKUX, MOJIEKYJISIPHO-
TeHETUYECKHUX, IUTOIr€HETUYECKUX,
MOJIEKYJISIPH O-IIUTOT€H e THUE CKIX
METO/IOB.

1.34. Cnnoco0Osbl Banuialuu pe3ysibTaToB
1a00PaTOPHBIX HCCIAEIOBAaHUMN JIIs
YCTaHOBJIEHUS U (MJIN) YTOUHEHHUS
JMarHo3a BPOXKAEHHOTO U (UJIH)
HACJIe/ICTBEHHOr 0 3a00JI€BaHMU,
HA3HAYEHUS U KOHTPOJIA 3((HEKTUBHOCTH
JIeYeHUs BPOXKICHHOIO WK
HACJIEICTBEHHOI'0 3a00ICBaHHS,
IeHETUYECKH 00YCIOBIECHHOIO
3a00seBaHus (COCTOSIHUS) C
UCHOJIB30BaHNEM OMOXUMUYECKHX, Macc-
CIIEKTPOMETPUUECKUX, MOJIEKYIISIPHO-
TeHETUYECKHUX, IUTOIr€HETUYECKUX,
MOJIEKYJISIPHO-IIUTOT€H €THYE CKUX
METO/IOB.

1.35. IlpaBumna u cnocoObl MOTy4YEHus,
XpaHEeHHs U TPaHCIIOPTUPOBKU 00pa31oB
OMOJIOrNYEeCKOro MaTepHralla naleHToB
111 1Ta00paTOPHBIX UCCIIEOBaHUI C
UCMOIb30BaHNEM OMOXUMUYECKHX, Macc-
CIIEKTPOMETPUUECKUX, MOJICKYIISIPHO-
IEeHETUYECKHUX, IUTOI€HETUUECKUX,
MOJIEKYJISIPH O-IIUTOT€HeTUYE CKUX
METO/I0B.

1.36. MeToauK# MOJATOTOBKU 00pa3IioB
OMONIOrMYECKOro MaTepHaa MnanueHToB
IS TIPOBEICHUS Ta00OPATOPHBIX
HUCCIECIOBAHUHN C UCIOJIb30BAHUEM

1a00PaTOPHBIX UCCIIETOBAHUN IS
YCTAHOBJICHUS WJIM YTOYHCHHS
TMarHo3a BPOXKICHHOTO HJIH
HACJICJICTBEHHOTO 3a00JICBaHUSI.

1.y4. BeinonHenue 1abopaTopHbIX
HMCCIICIOBAHUH C UCIOJIB30BaHUEM
OMOXMMHUYECKHX, MacC-
CHEKTPOMETPUYECKUX, MOJIEKYJISIPHO-
TEHEeTUYECKUX, ITUTOTCHETHYE CKHX,
MOJIEKYJISIPH O-ITUTOT' €HETUYE CKUX
METOJIOB.

1.y5. Mcrionb3oBaHue HEOOXOIUMOTO
1aboparopHOro 000pyIOBaHUS JIJIS
[TPOBEICHUS KIIMHIUYECKUX
1a060pPaTOPHBIX MOJIEKYIISIPHO-
TEHETHUYECCKUX MCCIEAOBAHUM.

1.y6. IlpuMeHeHn e MEIUITMHCKUX
W3IEMUNA U1l QUarHOCTUKHU ""1n vitro" u
BBITIOJTHEHUS JTa0OPaTOPHBIX
HMCCIICIOBAHUH C UCIOJB30BaHUEM
OMOXMMHUYECKUX, MACC
CIIEKTPOMETPUYECKUX, MOJICKYJISIPHO-
TEHETUYECKUX, ITUTOTCHETHIE CKHX,
MOJIEKYJISIPH O-ITUTOT' €HETUYE CKUX
METOJIOB.

1.y7. Banunauus pe3yabTaToB
1a0b0paTOPHBIX UCCIICIOBAHUMN IS
YCTaHOBJICHUS U (UJIM) YTOYHECHUS
TMarHo3a BPOXKJIEHHOTO U (HJIN)
HACJIEICTBEHHOI0 3a001€BaHNUS,
Ha3HAYCHUS U KOHTPOJIA
P(h(HEKTUBHOCTH JICUCHUS TCHETHYCCKU
00yCIIOBIICHHOTO 3200JIeBaHUS
(COCTOSIHUSI) C MCIIOIB30BAaHUEM

OHOXUMHUYECKHUX, MaccC-

LUTOr€HETUYECKUX,
MOJIEKYIISIPHO-
[IUTOr€HETUYECKUX METO/IOB.
1.04. AHanu3s pe3yabTaToB
1a00paTOPHBIX
WCCIIEJOBAaHUN JUIs
TUAarHOCTUKHU BPOXKICHHBIX U
(1yn) HACJECTBEHHBIX
3a0o0neBaHuil y MallUEHTOB U
YJICHOB UX CEMEN.

1.05. CocraBnenue u
oopmIieHuE KINHUKO-
1a00paTOPHOTO 3aKIIOYEHUS
0 pe3ynbTaTax
1a00paTOPHBIX
WCCIIEJOBAHUN JUIs
TUATHOCTHKHU BPOXKJEHHBIX U
(M) HacJIeCTBEHHBIX
3a00JeBaHUH y MAIUEHTOB U
YJIEHOB UX CEMEH.




OMOXUMHUYECKUX, MACC-
CHEKTPOMETPUYECKUX, MOJIEKYIISIPHO-
F€HETUYECKU X, LINTOI€HETUYECKUX,
MOJIEKYJISIPH O-IITUTOI €HETUYE CKUX
METO/I0B.

1.37. OCHOBHBIE€ TPUHLIMIIBI U METOTUKHI
1ab0opaTOPHBIX HCCIEIOBaHUIL C
MCIIOJIb30BAaHUEM, MACC-
CHEKTPOMETPUYECKUX, MOJIEKYIISIPHO-
T€HETUYECKU X, [INTOT€HETUYECKUX,
MOJIEKYJISIPH O-ITUTOI€H €TUYE CKUX
METO/IOB.

1.38. AHanMTHYECKHE XapaKTePUCTUKU
(TOYHOCTD, CHEU(PUUHOCTD,
YyBCTBUTEJIBHOCTH) OMOXUMUYECKHX,
Macc-CeKTPOMETPUUECKUX,
MOJIEKYJISIPHO-T€HETUYE CKH X,
LIUTOT€HETUYECKUX, MOJIEKYJIIPHO-
LIUTOT€HETUYECKUX METOI OB U CIIOCOOBI
WX OTpeJIeTICHUS.

1.39. IlpuHuns! paboTHI U MpaBUiIa
IKCITyaTaIliy MEAUITMHCKUX U 3IETHIA
IUISL JUATHOCTHUKH 1N ViItro ¢
MCIOJIb30BaHUEM OMOXUMHYECKUX, MacC-
CHEKTPOMETPUYECKUX, MOJIEKYIISIPHO-
IF€HETUYECKU X, [INTOI€HETUYECKUX,
MOJIEKYJISIPH O-ITUTOT€H€TUYE CKUX
METO/IOB.

1.310. [IpaBuna paboTsl ¢ 1a6OPaTOPHBIM
000pYIOBaHUEM.

1.311. CranaapTsl B 00/1aCTH KauecTBa
1a00paTOPHBIX MCCIICIOBAHUMN C
UCIOIB30BaHNEM OMOXUMUYECKHX, Macc-
CHEKTPOMETPUYECKUX, MOJIEKYISIPHO-
TeHETUYECKU X, [INTOTCHETUYECKUX,

CIIEKTPOMETPUYECKUX, MOJIEKYJISIPHO-
FeHErnYeCKUX, IUTOT€HETUYECKUX,
MOJIEKYJISIPH O-ITUTOT €HEeTUYE CKUX
METO/IOB.

1.y8. Opranuzamnus KOHTPOJIA
KauecTBa J1a00paTOPHBIX
MCCIICIOBAHHM C M CIIOIH30BAaHUEM
OMOXMMHUYECKHX, MaCC-
CHEKTPOMETPUYECKUX, MOJIEKYJISIPHO-
FEHETUYECKUX, IINTOT€HETUYECKUX,
MOJIEKYJISIPH O-IIUTOI€HETUYE CKUX
METOJIOB Ha MIPEaHAIM TUYECKOM,
AQHAJMTUYECKOM U
MOCTAaHAJIMTUYECKOM dTarax
HCCJICIOBaHUM, BKIIOYAsl BHEIITHHI
KOHTPOJIb KaU€CTBA UCCIICTOBAHUM.
1.y9. OcyuiecTBieHre KOHTPOJIS
KayecTBa J1ab0PaTOPHBIX
MCCIIeIOBAaHUM C UCIOJIb30BAaHUEM
OHOXUMHUYECKHUX, MaccC-
CIIEKTPOMETPUYECKUX, MOJICKYJISIPHO-
TeHETUYECKUX, [IATOTCHETUUECKUX,
MOJIEKYJISIPH O-ITUTOT €HETUYE CKUX
METOIOB Ha IMPEaHAIMTUYECKOM,
QHAJIMTHYECKOM U
MOCTAaHATUTUYECKOM JTarax
VCClIeIOBAaHU M, BKIIIOUasi BHEIITHUIA
KOHTPOJIb KAUY€CTBA UCCIIEI0BaHUM.
1.y10. Ananu3 pe3ysbTaToB
1ab0paTOPHBIX UCCIIETOBAaHUN
OHOXUMHUYECKHUX, MacC-
CHEKTPOMETPUYECKUX, MOJIEKYJISIPHO-
FeHETUYECKUX, IIMTOI€HETUYECKUX,
MOJIEKYJISIPH O-ITUTOT €HETUYE CKUX




MOJIEKYJISIPH O-ITUTOT €HETUYE CKUX
METO/IOB.

1.312. IIpaBuna npoBeaeHUS U KPUTEPUHU
KayecTBa MPEaHAIMTUUECKOTO Tana
abopaTOPHBIX M CCIESTOBAHUM C
HCIOJIb30BaHUEM OMOXUMHYECKUX, MacC-
CIIEKTPOMETPUIECKUX, MOJICKYJISIPHO-
TeHETUYECKU X, [INTOT€HETUYECKUX,
MOJIEKYJISIPH O-ITUTOT €HETUYE CKUX
METOJIOB, BKJIIOYAs OLIEHKY KaueCcTBa
OMOJIOTHYECKOT0 MaTepHaa.

1.313. IlpaBuna npoBeaeHus

BHYTPUJIa0 OpaTOPHOT'O M BHEIITHETO
KOHTPOJISI KaueCTBa J1JabOpaTOPHBIX
HCCJIEOBAaHUN C UCIIOJIB30BAHUEM
OMOXUMHUYECKHX, MACC-
CHEKTPOMETPUYECKUX, MOJIEKYIISIPHO-
F€HETUYECKU X, LINTOI€HETUYECKU X,
MOJIEKYJISIPH O-ITUTOI' €HETUYE CKUX
METO/I0B Ha aHAJIMTHYECKOM JTale.
1.314. IIpuHIMIIBI OLIEHKN Ka4eCcTBa
MOCTaHAJIM THYECKOr 0 dTarna
1abopaTOpPHBIX UCCIEIOBAHUN C
MCIOJIb30BaHUEM OMOXUMHYECKUX, MacC-
CHEKTPOMETPUYECKUX, MOJIEKYIISIPHO-
IF€HETUYECKU X, [INTOI€HETUYECKUX,
MOJIEKYJISIPH O-ITUTOT€H€TUYE CKUX
METO/IOB.

1.315. IIpuHIMIIBI TEHETUYECKOTO
TECTUPOBAHUS MTPH BPOXKICHHBIX U
HACJIe/ICTBEHHbIX 3a00JIEBaHUSX,
TeHETHYECKH 00YCIIOBICHHBIX
3a0o0seBaHusX (COCTOSHUMN).

1.316. IIpuHIUTIBI OLICHKH
JMArHOCTUYECKOM 2 EKTHBHOCTH

METOJIOB, B TOM YHCIIE, C YUETOM
METO/10B OMOMH(OPMATHUKH.

1.yl1. Ucnionp3oBanue 60a3 qJaHHBIX U
KOMITBIOTEPHBIX MTPOrPAMM ISt
OIICHKH MAaTOr€HHOCTH U KIIMHHYECKON
3HAYUMOCTH BapHAHTOB
[MOCJIC/TOBATEIbHOCTH 1 UM CITa KOTTHI
Y4aCTKOB J1€30KCUPHOOHYKICHHOBOM
KHCIIOTBI.

1.y12. ComnocraBieHue pe3ysbTaToB
1a00paTOPHBIX HCCIeTOBAHUI C
UCIIOJIb30BAHUEM OMOXUMUYECKHUX,
Macc- ClIEKTPOMETPUUECKUX,
MOJIEKYJISIPHO-TEHETUYECKU X,
[IUTOT€HETUYE CKUX, MOJIEKYIISIPHO-
[IUTOT€HETUYECKUX METOOB C
[1pe/10CTAaBICHHBIMU KIIMHUYECKUMU U
reHEeaI0rM4eCKUMU JaHHBIMH.

1.y13. 3anpoc u nosyuenue
JTOMIOJTHUTEIbHON KIIMHUYECKON 1
reHeaIorniaeckord WHQOopMaIu ot
Bpaya-CreruaincTa, Heo0XoauM o
TSI TJTAHUPOBAHUS U IPOBEICHUS
VCCIIeIOBAHUSI, MHTEPIIPETALII
pe3ynbTaToB J1a0 OPaTOPHBIX
MCCIIEIOBAaHN MTALIUEHTOB C
UCIIOJIb30BAHUEM OMOXUMUYECKUX,
MaccC-CIIEeKTPOMETPUUYECKHX,
MOJIEKYJISIPHO-TEHETUYECKU X,
[IUTOT€HETUYE CKUX, MOJICKYJISIPHO-
[IUTOT€HETUYECKUX METOOB.

1.y14. Onenka 10CTaTOYHOCTU U
MH()OPMATUBHOCTH MOJTYIECHHOTO
KOMILJIEKCA PE3yJIbTaTOB

1a00PaTOPHBIX MCCIETOBAHUN IS




1a00PaTOPHBIX HCCIEI0BaHUI METO/IOB
(IMarHOoCTUYECKON YyBCTBUTEILHOCTH U
JIVArHOCTUYECKOU CHEU(UIHOCTH) C
UCTOIh30BaHNEM OMOXUMUYECKHX, Macc-
CIIEKTPOMETPUUECKUX, MOJIEKYJISIPHO-
TeHETUYECKU X, [INTOTCHETUUECKH X,
MOJIEKYJISIPH O-IIUTOT€H e THUE CKIX
METO/I0B.

1.317. ba3sl JaHHBIX U KOMIIBIOTEPHBIE
MIPOrPAMMBI JIJIsl OLIEHKU AaTOr €HHOCTH
BAapHAHTOB HYKJICOTUIHON
MIOCJIEIOBATENILHOCTH U YK CIIa KONTUI
YYaCTKOB J1€30KCHPUOOHYKIICHHOBOM
KHUCJIOTBI.

1.318. JlelicTBytomiye BepcUu
MEXTyHapOIHBIX HOMEHKJIATYp 3aIllich
pPE3yNbTaTOB OMOXUMHUYECKUX, MACC-
CIIEKTPOMETPUIECKUX, MOJICKYIISIPHO-
TF€HETUYECKU X, [INTOI€HETUYECKH X,
MOJIEKYJISIPH O-IIUTOT€H e THYE CKIX
METO/IOB.

1.319. IIpuHIMIIBI HHTEPIIPETALIMT
pe3ynbTaToB J1a0 0pPaTOPHBIX
HCCJIEIOBAHUMN C HCIIO0JIb30BAHUEM
OMOXHMMHUYECKHX, MACC-
CIIEKTPOMETPHUUECKUX, MOJIEKYIISIPHO-
TeHETHYECKHUX, IUTOTeHETUYECKUX,
MOJIEKYJISIPHO-IIUTOTE€H € THUE CKIX
METOJIOB B IIEJISIX YCTAaHOBJICHUS U (MJIN)
YTOUHEHUS IMarHo3a BPOXKIEHHOIO U
(Mnm) HacIeICTBEHHOTO 3a00JIeBaHNs,
KOHTPOJISI 5PPEKTUBHOCTH JICUCHHSI.
1.320. ITpuHIMIIBI COCTABIICHUS U
npaBuiia 0popMIICHHS KIMHUKO-
1ab0paTOPHOTO 3aKITFOYCHHS O

[MOCTAaHOBKH JTUArHO3a BPOXKIEHHOTO U
(W) HACJIEICTBEHHOI O 3a00JICBaHu S,
HA3HAYCHUS U KOHTPOJIS

PG HEKTHBHOCTH JICUCHUS
BPOXKJIEHHOTO U (WUJIN)
HaCJIEICTBEHHOT 0 3a001eBaHus
(cocTosHUA).

1.yl5. Onpenenenue He0OXOIUMOCTH
[MOBTOPHBIX U (UJIN) TOMOJIHUTEILHBIX
1ab0paTOPHBIX UCCIIETOBAaHUN
00pa3ioB OMOJIOTrHYECKOTO MaTepuaa
MAI[MEHTOB U YWICHOB UX CeMeH Mo
COTJIACOBAHUIO C BPaYOM-
CHEINATNCTOM, HAITPABUBIIUM Ha
TUArHOCTHUKY.

1.y16. MnaTepnperauus pe3yabTaToB
1a00paTOPHBIX UCCIETOBAHUI
MAlMEHTOB C UCIIOJIb30BAHUEM
OHMOXUMHUYECKUX, MaCcC-
CIIEKTPOMETPUYECKUX, MOJICKYJISIPHO-
TeHETUYECKUX, [IATOTCHETUUECKUX,
MOJICKYJISIPH O-ITUTOT'€HETUYE CKUX
METO/IOB.

1.yl7. CocraBnenue u opopmiecHue
KJIMHUKO-JIA0 OpaTOPHOTO 3aKTIOUEHUS
0 pe3ynbTaTax JabopaTOPHBIX
UCCIIeIOBAaHUH TAIIIEHTOB C
UCIIOJIb30BAHUEM OMOXUMUYECKUX,
MacC-CIEKTPOMETPHUECKUX,
MOJICKYJISIPHO-TEHETUYECKH X,
[IUTOT€HETUYE CKUX, MOJICKYJISIPHO-
[UTOTCHETUYECKUX METOOB.




pe3yabTaTax 1abopaTopHBIX
HUCCIIEOBAaHUU NAIIMEHTOB C
HCIIOJIb30BaHUEM OMOXHUMHYECKUX, MacC-
CHEKTPOMETPUY ECKUX, MOJIEKYJISIPHO-
FEHETHYECKUX, [IMTOT€HETUYECKUX,
MOJIEKYJISIPHO-ITUTOT€HETUYE CKHX
METOJIOB.

IIK-2. Cnocoben
OCYIIECTBIISITh
OpraHu3aIMOHHO-
METOAUYECKOE 00eCIeueHne
1a00paTOPHBIX
HCCJICAOBaHUN IS
JTUATHOCTUKH BPOXKICHHBIX
U (WJIM) HACJIEICTBEHHBIX
3a00JIeBaHUH Y IAIIMEHTOB
M 4JICHOB UX CEMeEil U
OKa3EIBaTh
KOHCYJIbTATUBHYIO TTOMOIIIb
MEIUITMHCKUM paOOTHUKAM

2.31. HopmaTuBHbIE IPaBOBBIE AKTHI,
perTaMeHTHPYIONTNE OpraHu3aI[HOHHO-
METOANYECKOe obecredeHne
1ab0paTOPHBIX HCCIEN0BAaHUH, BKIIOYAsS
MOPSAJIKY OKa3aHUsI METUIIUHCKOM
TTOMOIITH.

2.32. OCHOBBI OpraHU3aLMOHHO-
yIpaBIeHYECKON A TEIbHOCTH
MEIUIUHCKON OpraHu3alinu,
MEHE[PKMEHTA U YKOHOMUKH
naboparopuu.

2.33. O0ume BOIpoChl OpraHu3alu
MabopaTOPHBIX M CCIEIOBAHUN C
HCIOJIb30BaHUEM OMOXHMHYECKUX, Macc-
CHEKTPOMETPUYECKUX, MOJIEKYIISIPHO-
TeHETUYECKU X, [INTOT€HETUYECKUX,
MOJIEKYJISIPH O-IIUTOT€H e THUE CKIX
METO/I0B, OCHOBHBIE METObI KOHTPOJIS
KauecTBa U OL[EHKU UX PE3yJIbTaTOB.
2.34. OCHOBBI T€HETUKH YEJIOBEKA: TUITbI
HaCJIEOBaHUS BPOXKICHHBIX U
HAaCJIEICTBCHHBIX 3a00JIEBAHUI1; TUITBI
MYTallMOHHBIX U3MEHEHUN TeHOMa, UX
KIaccu (pUKaIysl, TePMUHAIBLHBIE U
COMATUYECKUE MYTAIIHH.

2.35. OCHOBBI KJIETOYHOU U
MOJIEKYJISIpPHOM OMOJIOTUH, aHATOMUH,

2.yl. Pa3zpaboTka cTaHIapTHBIX
OTepaIlMOHHBIX TPOLISIYP 1O
MPOBEIEHUIO, 000PYIOBAHUIO U
o0ecreyeHnIo KauecTBa
1a00paTOPHBIX UCCIIETOBAaHUHN C
MCIIOJIb30BaHUEM OMOXUMHYECKHUX,
MacC-CIEeKTPOMETPHUECKUX,
MOJIEKYJISIPHO-T€HETUYE CKUX,
[IUTOr€HETUYECKUX, MOJIEKYISIPHO-
[IUTOr€HETUYECKIX METO/IOB.

2.y2. CocTaBieHUE PEKOMEH AT
TSI METUIIMHCKUX PAOOTHUKOB U JIJIS
MaIMeHTOB 110 MpaBUiiaM coopa,
TTOCTABKHU U XPaHECHUS
OHMOJIOTUYECKOT0 MaTepralia mpu
[MPOBEJICHUH KIIMHUYECKUX
71a00paTOPHBIX U CCIIEIOBAaHUM.
2.y3. KoHCynbTHpOBaHKE Bpaya-
CIEeLHaIICTa 110 BOIIPOCaM
TUAarHOCTUYECKOM 3P EKTUBHOCTH
1a00paTOPHBIX UCCIIEIOBAaHUHN C
MCIIOJIb30BaHUEM OMOXUMHYECKHUX,
Macc-CIEeKTPOM eTPHUECKHX,
MOJIEKYJISIPHO-T€HETUYE CKUX,
[IUTOr€HETUIECKUX, MOJIEKYIISIPHO-
[IUTOT€HETUYECKUX METOJOB B Pa3HBIX

KIIMHUYCCKUX CUTyallUAX Ha 3Talc

2.01. Opranu3anuoHHO-
METOUYECKOE 00CCIEUCHNE
BBITIOJTHEHUS J1a0 OpaTOPHBIX
UCCIIeIOBaHUMN IS
TUATHOCTHKYU BPOXKJECHHBIX H
(wnH) HaCJIeCTBEHHBIX
3a00yieBaHUH Y TAIIUEHTOB U
YJIEHOB UX CEMEN.

2.02. KoHCynbTHpOBaHUE
MEIUITUHCKUX PaOOTHUKOB
Ha dTare Ha3HAYCHHS U
MOJITOTOBKY MAIlMEHTa K
MIPOBEICHUIO JTa0OpaTOPHBIX
HUCCICIOBAaHUH I
TUATHOCTHKYU BPOXKJEHHBIX
(1) HACJECTBEHHBIX
3a00JIeBaHUH Y MAIlIEHTOB U
YJIEHOB UX CEMEN.

2.03. KoHCynbTHpOBaHUE
Bpaydel-CrennuagnucTOB 10
pe3yabTaTaM MpOBEAECHHOTO
1a00paTOPHOTrO
WCCIICIOBAHHUS, B TOM YHUCIIE
T HA3HAYCHUS U

KOHTPOJISI 3PP EKTUBHOCTH
JIeUEHUS BPOXKICHHBIX U
(ny) HACJIEICTBEHHBIX
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HOPMaJIbHOM M MAaTOJOrMYECKON
(du3HroIorUy.

2.36. Kinaccudukanust HacJIeICTBEHHBIX U
BpPOXECHHBIX 3a00JICBaHUM.

2.37. ITHOJIOTHS, TAaTOTeHE3,
KIIMHAYECKHUE TPOSBIICHUS, IPUHIIUITHI
JIeUYeHUs U TPOPHUIAKTUKHA BPOXKICHHBIX
1 HACJIE/ICTBEHHBIX 3a00JIEBaHU,
TeHETUYECKH 00YCIIOBICHHBIX
3a0osneBaHuM (COCTOSIHHI).

MeTo/bl TeHeTUYE CKUX HCCIIEIOBAHUIT,
WX MIPEUMYIIIECTBA U OTPAaHUYEHUS B
Pa3IMYHBIX KIMHUYECKUX CUTYAIHsIX,
JUTS YCTAHOBJICHHS TMAarHO3a
BPOXKJIEHHOT'O U (MJIM) HACJIEICTBEHHOTO
3a0o0JeBaHusl.

2.38. IIpuHIUITBI HA3HAYEHUS
1a00paTOPHBIX MCCIICIOBAHUMN C
UCTOIh30BaHNEM OMOXUMUYECKHX, Macc-
CIEKTPOMETPUIECKUX, MOJICKYIISIPHO-
TeHETUYECKHU X, [IMTOTCHETUUECKUX,
MOJIEKYJISIPH O-ITUTOT€HETUYE CKUX
METOJIOB C YYETOM UX JIUarHOCTUYECKOM
3 PEKTUBHOCTH B pa3HbIX KIMHUYECKUX
CUTYalUsX.

2.39. IlpaBuna pa3pabOTKH CTaHAAPTHBIX
OIEPaMOHHBIX MPOLIEAYP O
MIPOBEICHUIO, 000PYIOBAHHUIO H METOAAM
1abopaTOPHBIX HCCIIETOBAHUN C
HCIOJIb30BaHUEM OMOXUMHYECKUX, MacC-
CHEKTPOMETPUYIECKUX, MOJIEKYJIISIPHO-
TeHETHYECKHUX, IUTOTeHETUYECKUX,
MOJIEKYJISIPH O-ITUTOI' €HETUYE CKUX
METO/IOB.

Ha3HAYeHUs J1a00paTOPHBIX
HCCJIENOBAaHUN.

2.y4. KoHncynpTupoBaHue
MEIUIUHCKUX PAa0OTHUKOB 11O
0COOCHHOCTSIM B3STHS,
TPAHCTIOPTHPOBKHU U XPaHECHUS
OHOJIOrnYeCKOro MaTepraa aJis
[IPOBEIEHUS JJa0OPAaTOPHBIX
MCCJIEZIOBAHUM C HCIIOJIb30BAHUEM
OMOXMMHYECKUX, MacC-
CIEKTPOMETPUUECKUX, MOJIEKYIISIPHO-
CeHETHYECKHX,

[IUTOr€HETUYECKUX, MOJIEKYISIPHO-
[UTOI€HETUYECKUX METOOB.

2.y5. KoncynpTHpOBaHHE Bpada-
CIELMAJIICTA 110 BONpOcam
WHTEPIPETAllUU PE3YIbTATOB
1abOpaTOPHBIX UCCIECTOBAHUMN C
VCIIOJIb30BaHHEM OMOXMMUYECKUX,
Macc-CIIEeKTPOM ETPHUECKHX,
MOJIEKYJISIPH O-T€HETUYE CKUX,
[[UTOT€HETUYECKUX, MOJIEKYIISIPHO-
[IUTOT€HETUYECKUX METOA0B B LIETSAX
YCTAHOBJIEHUS U (MJIM) YTOUHEHHUS
TUarHo3a BPOXKJIEHHOTO U (HJIN)
HaCJIEICTBEHHOT0 3a00JIeBaHNUs,
Ha3HA4YEHUs U KOHTPOJIS

P HEKTUBHOCTH JICUCHUS
BPOXIEHHOTO U (MJIN)
HACJIE/ICTBEHHOr 0 3a00J1€BaHMUSL.
2.y6. Yuactue B KOHCUJIIMYME 110
pe3y/bTaTaM MPOBEACHHBIX U (UJIH)
[pU TUTAHUPOBAHUH Ta00PAaTOPHBIX
VICCJIEZIOBAHUMN C HCIIOJI30BAHUEM

OHOXUMHUYECKHUX, MaccC-

3a0o0JeBaHul Y MAllUEHTOB U
YJIEHOB UX CEMEH.




2.310. ITpyHIMIIBI KOMMYHHUKALUU C
BpayOM-CIICIIUAJIMCTOM U (MJIH)
MALMEHTOM B IIpoLieCCe
KOHCYJIbTUPOBAHHS.

2.311. [IpuHUHMIIBI OGMO3THKH,
MEIUIIMHCKON ATUKHU U IEOHTOJIOTHH.

CIIEKTPOMETPUIECKUX, MOJICKYJISIPHO-
FCHETUYECKUX, IUTOTCHETUYECKUX,
MOJIEKYJISIPHO-IIUTOT€H e THIE CKUX
METOJIOB B I[€JISIX yCTaHOBJICHUS
TUarHo3a BPOXKICHHOTO U (HJIN)
HACJIEICTBEHHOI0 3a001€BaHNs,
HA3HAYCHUS U KOHTPOJIS
PGGEKTUBHOCTH JIed CHUS
BPOXIEHHOTO U (MJTHN)
HACJICJICTBEHHOT O 3200JICBaHMS,
TeHETUYECKH 00YCIOBIEHHOTO
3a00eBaHus (COCTOSTHUSA).

I1K-3. CnocobeH k
BBITIOJTHEHUTO
nabopaTopPHBIX
HUCCJIEAOBAHUN 1A
OCYIIIECTBIICHUS
MEIUITHHCKHX
MEpOIPUATUI TTO
pouIaKTHKe
BPOXIEHHBIX U (MJIN)
HACJIC/ICTBEHHBIX
3aboeBaHui

3.31. HopmaTuBHBIE IPaBOBBIE AKTHI,
periTaMeHTHPYIOUTNE BHITIOTHEHNE
1a00paTOPHBIX UCCIICIOBAHUN B LIEIISX
OCYIIECTBIICHUS MEIUITMHCKIX
MEPOIPUATHI 110 MPO(UIIAKTUKE
BPOXJAEHHBIX U (MJIA) HACJIEICTBEHHBIX
3a0oeBaHui, BKIIIOYask OPSAKU
OKa3aHUS MEIUIIMHCKON TTOMOTIIIH.

3.32. KiinHnyeckue peKoMeHJaluu npu
OKa3aHUH MEIUITUHCKOM ITOMOIIM B YaCTH
BBITIOJTHEHUS J1a0 OpaTOPHBIX
WCCIIEIOBAHUM B IIEJISAX OCYIICCTBICHUS
MEIUITUHCKUX MEPOIIPUATHHI 1O
npodrIIaKTHKE BPOXKIASHHBIX U (HJIN)
HACJIEICTBEHHBIX 3a00JIEBAHUH Y
MaIeHTOR M YJIEHOB X ceMmeil. CxemMbl
IUHAMUYECKOIO HAOIIOMEHNS 3a
HOCHTEJISIMHU TIATOI'CHHBIX (BEPOSTHO
MaTOI'€HHBIX ) TCHETUYCCKUX BAPUAHTOB
COIJIACHO KJIMHUYECKUM PEKOMEHIAIIMM,
KOHCEHCYCaM U PEKOMEHIalHsIM
podeCCHOHANBHBIX METUITTHCKUX
accoruanuii (00mecTB).

3.yl. BeinmonHenue 1abopaTopHbIX
VCCIIEOBAaHUM JIUIsl OCYLIECTBICHUS
MEpOIPUATUN HEOHATAIbHOIO
CKPUHUHTA, IPEHATaIbHOTO
CKPUHUHTA HA BPOXK/IEHHbIE TOPOKU
Pa3BUTHS U XPOMOCOMHBIE aHOMAJIUU
y IJT0/Ia B YACTH OMOXUMHYECKUX U
TEHETUYECKUX HCCIICIOBAaHUH,
CEJICKTUBHOT'O CKPUHUHTA,
[MPEUMITIAHTAIIIOHHOTO
FEHETUYECKOr0 TECTUPOBAHUA,
[IPEHATaJIbHON M€HETUYECKOU
JIMAarHOCTUKH C LI€JIbIO BBISIBICHMUS,
YTOUHEHMS I IO TBEPKACHUS
BPOXIEHHOTO U (MJTHN)
HACJIE/ICTBEHHOr 0 3a00J1€BaHUS Y
HMOpHOHA, TUI0/1a, TAlIUEHTAa, a TAKKE
BBISIBJICHUS 37J0POBBIX HOCUTENEH
[MaTOr€HHBIX MyTallUi B T€HaX U (UJIK)
cOamaHCHPOBaHHBIX MEPECTPOCK
XPOMOCOM.

3.y2. UnTepnperanus pe3yabTaToB

1a00PaTOPHBIX MCCIETOBAHUN IS

3.0l. BeimonHenue
1a00paTOPHBIX
UCCIIEJOBAHUHN /IS
OCYILECTBIICHUS
MEUIIMHCKUX MEPOIPUSATHH
1o npoduIaKTUKe
BPOXKJIEHHBIX U (MJIH)
HACJIEICTBEHHBIX
3a0oseBaHui.
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3.33. IIpyHIMIIBI OCYILECTBICHUS
MIPOrpaMM CKPUHHUHTA C LIEJbI0 PAHHET O
BBISIBJICHUS] BpPOXKICHHBIX U (WJTH)
HACJIC/ICTBEHHBIX 3a00JIEBaHU.

3.34. MeToaMKy MOATOTOBKK 00pas3IoB
OMOIOrnYecKoro MaTeprala naeHToB
U1 TpOBe/IeHUs T1ab0paTOPHBIX
WCCIEIOBAaHUM, /I OCYIIECTBICHUS
MEpPOIPUATUN HEOHATAIBHOTO
CKPUHUHTA, PEHATaJIbHOTO0 CKPUHUHTA
Ha BPOX/ICHHbIE TOPOKH Pa3BUTHUS U
XpOMOCOMHBIE AHOMAJINH Y I1JIO/Ia B
4acTU OMOXUMUYECKUX U TeHETUYECKUX
UCCJIC/IOBAHNMN, a TAKXKE CEJIEKTUBHOIO
CKPUHUHTA C LIEJIBIO BBISIBICHHUS,
YTOYHEHUS WJIH TIOATBEPKICHUS
BPOXKJICHHOT'O M (UJIM) HACJIEICTBEHHOTO
3a0o0sieBaHus y SMOPHOHA, IJI0/a,
MalKeHTa.

3.35. MeToauku MoAroToBKK 00pasIoB
OMOIIOrNYeCcKOro MaTepHaa naueHToB
U1 TpOBEIeHUS Tab0PaTOPHBIX
WCCJEeIOBAaHUM JIJIsl OCYIIECTBICHUS
MEpPOIPUATUN TPEUMIITIAHTAIIMOHHOTO
F€HETUYECKOTO TECTUPOBAHUS,
IIpEHaTaJIbHON I'€HETHYECKOU
JUArHOCTUKH C LIE€JIbIO BBISIBICHMUS,
YTOUHEHHUSI UJIU TTOATBEPHKACHUS
BPOXAEHHOTO U (MJTN) HACIIEICTBEHHOTO
3aboneBaHus y sMOpHUOHA, MJI0/a,
BBISIBIICHUS 3/TOPOBBIX HOCUTEIEH
MaTOT€HHBIX MyTallUi B T€HAaX U (WJIN)
cOamaHCHPOBaHHBIX MEPECTPOCK
XPOMOCOM.

OCYLIECTBIIEHUS MEPOIPUATHN
HEOHATAJIbHOI'O CKPUHUHTA,
[PEHATAJIbHOIO0 CKPUHUHTA Ha
BpPOK/ICHHBIE TOPOKH Pa3BUTHUS U
XPOMOCOMHBIC aHOMAJIUH Y TJIONA B
JaCTH OMOXUMUYECKUX U
TeHETUYECKUX HCCIICIOBAaHUH,
CEJICKTUBHOI'O CKPUHUHTA,
[MPEUMITIAHTAIIIOHHOTO
FEHETUYECKOI0 TECTUPOBAHUS,
[IPEHATaJIbHON M€HETUYECKOU
JIMAarHOCTUKH C LI€JIbIO BBISIBICHMUS,
YTOUHEHMS I MTOATBEPHKACHUS
BPOXJAEHHOTO U

(WM) HACIEeICTBEHHOTO 3a00JIeBaHUS
y SMOpHOHA, 101, AIMeHTa, a
TaK)K€ BBISIBIICHUS 3I0POBBIX
HOCHUTEJIEW NaTOTeHHBIX MyTallui B
reHax u (Wim) cOaraHCHPOBaHHBIX
MePECTPOCK XPOMOCOM.

3.y3. CoctaBienue u opopMmieHHE
KJIMHUKO-JIa0 OpaTOPHOTO 3aKTFOUCHUS
0 pe3ynbTaTax J1abopaTOPHBIX
VCCIIeIOBAHMM JIJIs1 OCYIIECTBICHUS
MEpOIPUATUNA HEOHATAIHHOTO
CKPUHUHTA, IPEHATaIbHOTO
CKPUHUHIA Ha BPOXKJIEHHbIE TIOPOKU
Pa3BUTHS U XPOMOCOMHBIE aHOMAJIUU
y IJ10/1a B YACTH OMOXHUMHYECKUX U
TEHETUYECKUX UCCIICIOBAaHUH,
CEJICKTUBHOTO CKPUHUHTA,
[IPEUMIIIIAHTALIMOHHOIO
FEHETUYECKOI0 TECTUPOBAHUS,
[PEHATAJIbHON T'€HETHYE CKOMN

JUArHOCTHUKHU C IE€JIBIO BBIABJICHUA,




3.36. OCHOBHBIE TPUHLIMIIBI U METOTUKHI
1a00paTOPHBIX UCCICIOBAHUN JIS
OCYIIECTBJICHUS MEPOIPUATHH
HEOHATAJILHOT'O CKPUHUHTA,
MIPEHATAJILHOTO CKPUHUHTA Ha
BpPOXIECHHBIC TOPOKH PA3BUTHS U
XPOMOCOMHEBIE aHOMAJTUH Y TIJIONA B
YacTH OMOXHUMUYCCKUX U TCHETUYCCKUX
HCCIICIOBAHMI, a TAKXKE CCICKTHBHOIO
CKPUHUHTA C LIEJIbIO BBISIBICHHUS,
YTOYHECHHSI MJIU TTOJITBEPXKACHUS
BPOXIEHHOTO U (MJIM) HACIIEICTBEHHOTO
3a0osieBaHus y SMOPHOHA, MJI0/1a,
MMaIieHTa.

3.37. OCHOBHBIE TPUHLIHIIBI U METOAUKH
1abOpaTOPHBIX UCCIECIOBAHUN JIS
OCYIIECTBIICHUS MEPOIPUITHIA
MPEUMITIAHTAIIMOHHOTO T€HETHYECKOTO
TECTUPOBAHUSI, IPEHATAILHOU
FEHETHYECKOM TUATHOCTHKH C LIEJIBIO
BBISIBIICHUS!, YTOUHCHUSI UJIN
MTOJITBEPKICHHS BPOXKICHHOTO U (WJTH)
HaCJECTBEHHOI0 3a00JIeBaHus y
SMOpHOHA, TIONA, BBISBIICHUS 37]OPOBBIX
HOCHUTEJIEH MAaTOreHHbIX MyTalluid B T€HAX
1 (W) cOaTaHCUPOBAHHBIX MEPECTPOEK
XPOMOCOM.

3.38. ba3bl JaHHBIX U KOMITBIOTEPHBIC
podamMMBbI 17151 OLIEHKU MaTOT€HHOCTH
BApUAHTOB HYKJICOTHIHOU
IMOCJIEIOBATSILHO CTU
N€30KCUPHOOHYKIICHHOBOM KHCIOTHI
yenoBeka. Kputepuu nmaToreHHOCTH
COIIACHO PEKOMEHIAIUsIM

YTOYHECHHSI MJIH TTOJITBEPKICHUS
BPOXKJIEHHOT'O U (MJIN)
HACJICJICTBEHHOT 0 3200JIeBaHUS Y
SMOpHOHA, TUI0/1A, MALIUEHTA, a TAKXKE
BBISIBIICHUS 3/T0POBBIX HOCUTEIEH
[MaTOTEHHBIX MYTAIMi B TeHAX U (HJITH)
cOaaHCUPOBaHHBIX MEPECTPOEK
XPOMOCOM.




podeCCHOHANBHBIX METUIIMHCKUX
acconuanuii (001IeCTB).

3.39. JlelicTByOlIME BEPCUH
MEXTYHAPOIHBIX HOMEHKJIATYp 3aluCu
pe3ynbTaTOB OMOXUMUYECKUX, Macc-
CIIEKTpOMe(PHIECKIX, MOJIEKYIISIPHO-
TeHETUYECKU X, [INTOTCHETUYECKUX U
MOJIEKYJISIPH O-ITUTOT €HETUYE CKUX
METO/IOB aHaJIH3a.

3.310. IIpuHUMIIBI HHTEPIIPETALIMT
PE3yNbTaTOB J1a0 OPaTOPHBIX
MCCIE0BAaHUM JUIsl OCYILIECTBICHUS
MEpOIPUATUI HEOHATAIBHOIO
CKPUHUHTA, MPEHATAJIbHOTO0 CKPUHUHTA
Ha BPOXKICHHBIC TOPOKH PA3BUTHUS U
XpOMOCOMHbBIE aHOMAJIUH Yy 110712 B
4acTH OMOXMMHUYECKUX U T€HETUYECKUX
HCCIIETOBaHUM, CEJICKTUBHOTO
CKPUHUHTA, PEUMIIJIAHTAI[1 OHHOTO
TeHETUYECKOTO TECTUPOBAHUS,
MpPEHATAIbHOW T€HETHYECKOU
JTMArHOCTUKH C IIEJIbIO BBISIBIICHHS,
YTOYHEHUS MM MOATBEPKICHUS
BPOXAEHHOTO U (MJIN) HACIIECTBEHHOTO
3a0oseBaHus y 3MOpHOHa, I1J10/1a,
MAlMEHTA, a TAKXKE BBISIBJICHUS 370POBBIX
HOCHUTEJEH MaTOreHHbIX MyTallUi B reHax
U (unm) cOamaHCHPOBAHHBIX MEPECTPOEK
XPOMOCOM.

3.311. [IpuHUMIIBI COCTABJICHUS U
npasuiia 0(hopMIIeHHS KIMHUKO-
1ab0paTOPHOTO 3aKIIOYECHUS O
pe3yabTaTax 1a0opaTopHBIX
MCCIEeIOBaHUM JIJIsl OCYIIECTBICHUS
MEpONPUATUI HEOHATAIBHOTO




CKPUHUHTA, MPEHATaJIbHOTO CKPUHUHTA
Ha BPOX/ICHHbIE TOPOKH Pa3BUTHUS U
XpOMOCOMHBIE aHOMAJIH Y I1JIO/Ia B
4acTH OMOXMMUYECKUX U T€HETUYECKUX
HCCIIETOBAaHNM, CEJTEKTUBHOTO
CKPUHUHTA, MPEUMIIJIAHTAI[1 OHHOTO
TeHETUYECKOTO TECTUPOBAHUS,
IIPEHATAJILHON T€HETHYECKON
JUArHOCTUKH C LI€JIbIO BBISIBICHUS,
YTOYHEHUS MM MMOATBEPKICHUS
BPOXJIEHHOTO U (WJIN) HACJIEICTBEHHOTO
3a0osieBaHus y SMOPHUOHA, TJI0/1a,
MAlMEHTA, a TAKXKE BBISIBJICHUS 30POBBIX
HOCHUTEJIEH MaTOr€HHbIX MyTalluid B T€HaX
1 (mm) cOamaHCUPOBAHHBIX MEPECTPOLCK
XPOMOCOM.

I1K-4. Cniocoben
aHAJIM3UPOBATh MEIUKO-
CTaTUCTHYECKYIO
nH(pOopMaIHIio, BECTH
MEIULUHCKYIO
JOKYMEHTALHIO,
OpraHu30BaTh
JeATeIbHOCTb
HaxoJs1Ierocs B
pacropsKeHUH CPEeHEro U
MJIaJIIIETO MEIULIUHCKOIO
nepcoHasa

4.31. HopMaTuBHBIE TPAaBOBHIC AKTHI,
peryiaM eHTUPYIOIIKE AesITEIbHOCTh
YUpEKIEHUH 31[paBOOXpaHEHUs U paboTy
C MepPCOHAJIbHBIMU JTAHHBIMH, B TOM
YHCII€ OCHOBBI TPYJIOBOTO
3aKOHO/IaTeNbCTBA.

4.32. Ilopsinok u TpeboBaHUS
MEIUILIUHCKOTO JOKYMEHTO000poTa
(BKJIIOUAs DJIEKTPOHHBIN) METUIIUH CKOU
OpraHu3aliu, OCHOBHBIE (POPMBI
MEIULUHCKUX IOKYMEHTOB.

4.33. IlpaBuna oopmieHus
MEIULUHCKON JOKYMEHTALNH B
MEIUIIMHCKUX OPTraHU3aIHsIX,
OKa3bIBAIOIINX METUIIMHCKYIO TOMOIIh
MalyeHTaM ¢ BPOXKIACHHBIMU U (WJIH)
HaCJIEACTBEHHBIMU 3a00JIEBAHUSIMHU,
TeHETHYECKH 00YCIIOBICHHBIMU
3a00J1eBaHUsIMU (COCTOSIHUSIMH ), B TOM

4.yl. CocTaBieHHe m1aHa padOThI U
oTyeTa 0 paboTe, aHaIM3 IoKa3aresneit
MEIUIIMHCKON JesITEeIbHOCTH.

4.y2. 3an0JIHEHH € MEIUIIMHCKOM
TOKYMEHTAIIMH, B TOM YHCIIE B popMe
AIIEKTPOHHOTO JIOKYMEHTa, KOHTPOJIb
[MOJIHOTHI U Ka4eCTBA BEIACHUS
MEIULIUHCKON TOKyMEHTALIUH.

4.y3. Ucnonp3oBaHue B
npo¢eCcCHOHALHOM e TENbHOCTH
MEIUIIMHCKUX WH()OPMAITMOHHBIX
CHCTEM U MH(OPMALIMOHHO-
TEJIEKOMM YHUKAIIMOHHYIO CETh
"UnTepHet".

4.y4. cionb30BaHuEe B padboTe
MEPCOHANBHBIX JAHHBIX MAIUEHTOB
CBEICHH, COCTABIISIFOIINX Bpa4eOHYIO
TaliHYy.

4.01. Ocdopmnenue
MEIUITHCKON
JTOKYMCHTAIIMH TTPH
BBITIOJTHCHU U
1abopaTOPHBIX
HUCCICIOBAHUH I
TUATHOCTHKYU BPOXKJEHHBIX
(W) HACJIECTBEHHBIX
3a00JIeBaHUH Y MAIlIEHTOB U
YJICHOB UX CEMEH, B TOM
yucie B popme
AIEKTPOHHOTO JOKYMEHTA.
4.02. Opranuzauus
NEeSITeIbHOCTH
HAXOISIIEroCs B
pacropsKEHUH CPETHErO U
MUTAJIIIETO METUIIUHCKOTO
nepcoHana.
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qucie B popMe MEKTPOHHOTO
JTOKYMEHTA.

4.34. OCHOBBI MEIUIIMHCKON CTAaTHCTUKHU
1 MEIMKO-T€HETHYECKOI'0O MOHUTOPUHTA.
4.35. [IpaBuna paboOThl B METUIIMHCKUX
WH(OPMAIIMOHHBIX CHCTEMAaX U
uH(pOpPMAaIOHHO-

TEJIEKOMM YHUKAIIMOHHOMN CeTH
"NnTepHer".

4.36. [IpaBuna 1 HOpMBI OXpaHbI TPY/A,
MoXapHoil 6e30macHOCTH,
MIPOM3BOJICTBEHHOW CAHUTaPHH, OCHOBBI
TTMYHOM 0e30MacHOCTH U
KOH()IMKTOJIOTUH, TIPABUIJIa BHYTPEHHET O
TPYIOBOTO PACIOPSAKA.

4.37. OCHOBBI YIIPABJIEHUS CPEIHUM U
MJTJIIIHM MEIUIIMHCKIM [1ePCOHAIOM
MEIUIUHCKON OpraHu3aluu.

4 38. JIomKHOCTHBIE 00SI3aHHOCTH
HaXOJAIIEroCs B PACIOPSIKECHUN
CPEIHEro M MJIAJIIIEr0 MEIUITUHCKOTO
MepcoHara.

4.y5. KoHTpoJib COOMIOACHHMS TIPABIIT
BHYTPEHHETO TPYIOBOTO PACIIOPSIKA,
TpeOOBaHMI OXpaHbl Tpyda U
MOYKapHOM 0€301aCHOCTH,
[TPON3BOJICTBEHHOW CAHUTAPHH.
4.y6. Opranuzamus paboTsl 1
KOHTPOJIb 32 BBITIOJTHEHUEM
NTOJDKHOCTHBIX 00SI3aHHOCTEH
HAXOJSIIUMCS B PACIIOPSDKEHUT
CPEIHHMM U MJIAJIIIAM MEIUITTHCKUM
MEPCOHAJIOM.

[1K-5. CoocobeH oka3npIBaTh
MEIUIIUHCKYO ITOMOIIb B
IKCTpEHHOU popme

5.31. IIpuHIUITBI ¥ METONIBI OKa3aHUS
MEIUIIUHCKON MTOMOIIN B SKCTPEHHOM
(dbopme B COOTBETCTBUU C HOPMATHBHBIMU
MIPaBOBBIMM AKTaAMH U KJIMHUYECKUMHU
PEKOMEHJALINSIMU.

5.32. KinuHnyeckue npu3Haku
COCTOSIHMM, TPEOYIOLINX OKa3aHUs
MEIUIUHCKON MTOMOIIY B SKCTPEHHOM
dopme.

5.33. dakTophl pucKa, MPEICTABISIONINE
HETMOCPECTBEHHYIO YIPO3y JJIs
COOCTBEHHOMU KU3HU U 37]0POBbSI, KU3HH
Y 3I0POBBS MOCTPAAABIIETO

5.yl. JlnarHocTuka COCTOSTHUH,
TPeOYIOINX OKAa3aHUS MEIULIMHCKON
MIOMOILM B SKCTPEHHOU opMme.

5.y2. Onpenenenue hakTopoB,
[1PECTaBIISIFOIINX HETOCPEICTBEHH YO
Yrpo3y 17151 COOCTBEHHOM KU3HU U
30POBbSI, ’KU3HU U 310POBbS
MOCTpaJiaBIIero (MocTpagaBIIuX) U
OKPYKAIOIIUX JIHII.

5.y3. YcTpanenue GpakTopoB,
[IPECTaBIISIIOIINX HETIOCPEICTBEHHYIO
YTpo3y ISl )KU3HHU U 370POBBS
OCTpaJaBlIero (MoCTpaaBIInX), a

5.0l. Pacno3HaBanue
COCTOSIHHUH,
MPECTABIAIOIINX YTPO3Y
’KU3HHU MalMeHTa (B TOM
YUCIIe HAPYIIEHUE KU3HEHHO
BaKHBIX (PyHKIUI
OpraHu3Ma 4YeIoBeKa
(kpoBOOOpaIIeHUs U (HJIN)
JIbIXaHUs), TPEOYIOMINX
OKa3aHUs MEIUIIMHCKON
MOMOIIY B SKCTPEHHOU
dopme.

5.02. IlpoBenenue oeHKn




(mocTpagaBIIuX) U OKPYKAIOIINX JIUII,
METO/Ibl YCTPAHEHUS YKa3aHHBIX
(haKTOpOB pHCKa.

5.34. [IpaBuia u MOPSAOK MPOBEACHUS
MIEPBUYHOT'O0 OCMOTpA MAIUECHTA
(mocTpazaBIIero) Npu OKa3aHUU
MEIUIIUHCKON MTOMOIIN B SKCTPEHHOU
(dbopme Mpu OTCYTCTBUU CO3HAHWS,
OCTAHOBKE JIbIXaHUS U (MJIM) OCTAaHOBKE
KpoBOOOpallleHusl; HapyIIeHU!
MIPOXOJAUMOCTH JbIXaTEeJIbHbIX MyTEN
MHOPOJIHBIM TEJIOM U MHBIX YTPOXKAIOIIUX
KU3HU U 3J0POBbIO HAPYLICHUSAX
JBIXaHUST;, HAPYKHBIX KPOBOTEY CHUSX
TpaBMax, paHEHHUSX U TTOPAKCHUSX,
BBI3BAaHHBIX MEXaHUYECKUMH,
XUMHUYECKUMHU, 3JIEKTPUUE CKUMH,
TEPMHUYECKUMHU MTOPAKAIOLIIUMHI
(bakTopamu, BO3ICHCTBUEM U3ITYUICHUS;
OTPaBJICHUSX; YKYCaX WM YKaJTUBAHUSIX
SITIOBUTBIX dKUBOTHBIX; CYTOPOKHOM
MIPUCTYIIE, COMPOBOXKIAIOIIEMCSI TOTEPEH
CO3HAHUS; OCTPBIX MCUXOJIOTMUECKUX
peakuusX Ha CTpecC.

5.35. IlpaBuna s¢pexTuBHOM
KOMMYHUKAIMU C MMallM€HTaMH, UX
3aKOHHBIMM IIPEJCTABUTENSMH,
OKPY’KaIOLIUMHU JINLIAMU U
MEIUIIUHCKUMH PAaOOTHUKAMH MTPU
OKa3aHWUU MEAUITUHCKON ITOMOIIIH B
SKCTpEeHHOU (hopme.

5.36. AropuT™ OOpaIlEHUs B CITY>KOBI
criaceHusi, B TOM YHUCJI€ BbI30Ba BbIE3AHON
Opurajibl CKOpOil MEIUIIMHCKOM TOMOIITH.

TAK)K€ YUaCTHUKOB OKa3aHUS
MEIMITMHCKON TTOMOIIU B SKCTPEHHOM
(hopMe U OKPYXKAIOIIUX JIUII, B TOM
yuCIie Mpe0TBpalleHIe
JTOTIOJTHUTEILHOTO TPaBMHUPOBAHUS
MOCTpaaBIIero (MOCTPaIaBIINX).
5.y4. O6ecneueHne cOOCTBEHHOM
0E30IaCHOCTH, B TOM YHCIIE C
HCIIOJIb30BAaHUEM CPEJICTB
VHIMBHUIyaTbHON 3aIUTHI.

5.y5. BBI30B CKOPOIl MEIUIIMHCKOU
MOMOIIH, IEpEMELIEHUE,
TPaHCIOPTUPOBKA MOCTPAIABIIETO,
repegadya NoCTpagaBILIEro BbIE3HON
Opuraze CKOpord MEIUITUHCKOM
[TOMOIITH.

5.y6. OneHka konuuecTa
MOCTpPa/1aBIIKX.

5.y7. YctHOe nuH(OpMUpOBaHUE
MMOCTPAIABIIETO U OKPY>KAFOIIUX JIHIT O
TOTOBHOCTH OKa3bIBaTh MEIUIIMHCKYIO
MOMOIIb B DKCTPEHHOU (opme, a
TaK)Ke O HayaJje MpOBEACHUS
MEPONPUATUN 110 OKa3aHUIO
MEIUIUHCKON IIOMOILHY B SKCTPEHHON
dbopme.

5.y8. OcymecTBienue 3 exkTuBHON
KOMMYHUKAIIMU C TALIUEHTOM, €ro
3aKOHHBIM TPECTABUTEIIEM,
OKPY>KAIOIIIUMH JINIIAMH U
MEIUIIMHCKUMH PaOOTHUKAMH, B TOM
4YKCIIe BBIC3IHOM OpUraioi CKopou
MEIUITMTHCKOW MTOMOILY IIPH OKa3aHUU
MEIULIMHCKOW ITOMOIIM B 3KCTPEHH ON

dhopme.

00CTaHOBKU U 00€CIICUCHHE
0€30IaCHBIX YCIOBUH IS
OKa3aHUs MEIUIIMHCKON
ITOMOILY B DKCTPEHHOU
dopme.

5.03. Okazanue
MEIUIIMHCKOM ITOMOIIH B
IKCTPEHHOU (hopMme npu
COCTOSIHUSX,
MPEICTABIIAIONIUX YTPO3Y
>KH3HH, B TOM YHCJIE
KIIMHAYECKON CMepTH
(ocTaHOBKA KU3HEHHO
BaYKHBIX (PyHKIUI
OpraHu3Ma 4eloBeKa
KpoBOoOOpaIeHus u (1im)
JIbIXaHU).




5.37. IlpuHiuns! AecTBUS TPUOOPOB IS
HapY>KHOU 3JIEKTPOMMITYJIbCHON Tepanuu
(mepubpuLIsAIIIN).

5.38. [IpaBua BhINOIHEHUS! HAPYKHOU
EKTPOUMITYJIbCHOM TEparuu
(meuOpUILISIIKT) ¢ UCIIOJTb30BAaHUEM
aBTOMATHY€CKOTO HapyKHOTO
nepubpumATOpA.

5.39. MenuuuHCKu e TOKa3aHus U
MEIUIIMHCKHUE MPOTUBOIIOKA3aHUS K
MIPOBEJICHUIO PEAHUMAIIMOHHBIX
MEPOITPUSTUMN.

5.310. IlpaBuia npoBeneHust 6a30BOH
CEpIEYHO-JIErOYHON peaHUMALIUH.

5.311. Meronsr obecnieueHus
MIPOXOIUMOCTHU JbIXaTEIbHBIX MyTEH.
5.312. IIpaBuia oCTaHOBKH Hapy>KHBIX
KPOBOTEUEHUH.

5.313. IlpaBuia HaJIOXKEHUS MTOBSI30K MPU
OKa3aHWUU MEAUITUHCKOM MTOMOIIIH B
IKCTpeHHOU hopme.

5.314. CniocoObl oXJaxx1eHus Ipu
TpaBMax, BO3JEHCTBUIX U3TyUEHUS,
BBICOKUX TEMIIEpaTyp, XUMHUECKUX
BEIIECTB, YKyCax WU

Y)KQIIMBAHUSX S OBUTHIX )KMBOTHBIX;
MIPOBEJICHUS TEPMOU30JISILIUU U
COI'pEBaHUs MIPU BO31EUCTBUU HUZKUX
TEeMIIEPaTyp.

5.315. Mertonbl *MMOOMIIA3AIUY C
MCIOJIb30BAHUEM MEIUIIMHCKUX M3
U NOJPYYHBIX CPEICTB.

5.316. IlpaBuia ucnonb30BaHUs CPECTB
WHJVMBHUIYyaTbHOM 3alUTHI IPU OKA3aHUH

5.y9. Yerpanenue BO31€MCTBUS
MMOBPEXKIAFOIINX (PaKTOPOB HA
[MOCTPaaBIIEro.

5.y10. U3Breuenne nocTpaaaBIIero U3
TPAHCIIOPTHOTO CPEACTBA WU IPYTUX
TPYIHOAOCTYIHBIX MECT.

5.yl1. Ilepemenienre mocTpaaBIiero
B OE30ITaCHOE MECTO.

5.y12. ObecneueHue npoxoguMOCTH
NIBIXAaTENBHBIX Ty TEeH MIPH HX
3aKyIOpPKE HHOPOIHBIM TEIIOM.

5.y13. [IpoBenenue nepBUYHOTO
OCMOTpa MaIMeHTa MPH COCTOSHUSX,
TPeOYIOLMX OKA3aHUs MEIULIMHCKON
[MOMOIIM B SKCTPEHHOU (opme.

5.yl4. OcymectBienue MmepornpusaTui
10 BpPEMEHHON OCTaHOBKE HAPYKHOTO
KpOBOTEUEHUS, B TOM YUCJIE MPSIMBIM
aBJIEHHUEM Ha paHy, HAIOKCHHEM
aBsIIeil MOBSI3KK (B TOM YHCIIE C
(uKkcalueir ”HOPOIHOTO Tefa),
HaJIO)KEHUEM
KPOBOOCTaHABIMBAIOIIETO KI'yTa.
5.y15. Onpenenenue HamUuus
[MPU3HAKOB KM3HU Y ITOCTPAJIABILIETO
(Hamu4Ke CoO3HaHUS, HAJTM4Ke
NIBIXaHUSI C TIOMOIIBIO CITyXa, 3pEHUs U
OCSI3aHHUS ).

5.yl6. [IpoBenenue cepaedHo-
JIETOYHON peaHUMALVU U
oJiep>KaHue MPOXOAUMOCTH
JIBIXaTEeNIbHBIX My TEH.

5.y17. Ucnonbs3oBanue
ABTOMATHYECKOT'0 HAPYXHOI0

nedubpusaTopa.




MEIULUHCKON ITOMOIIY B SKCTPEHHON
dbopme.

5.317. IlpaBuia 1 moOpsiA0K IPOBEICHUS
MOHUTOPHUHIA COCTOSIHUS NAlIUEHTA IIPU
OKa3aHUU MEIUIIMHCKON MTOMOIIHU B
IKCTPEHHOU Qopme, MOPSTOK epenadn
MaIMeHTa BBIE3THOM Opuraae cKopoun
MEIULIMHCKON MTOMOIIH.

5.318. Ilopsanox npuMeHeHus
JIEKAPCTBEHHBIX IPENAapaToB 1
MEIULUHCKUX U3EIUN NTPU OKa3aHUU
MEIUIUHCKON MTOMOIINA B SKCTPEHHOMN

dopme.

5.y18. HanoxxeHnne OKKIt03MOHHOM
(repMeTU3UPYIOLIEH ) TOBSI3KH TIPH
paHEHUU TPYHOUN KJIETKH.

5.y19. IIpomeiBaHME XKeTynKa.

5.y20. OxnaxaeHue npu TpaBMax,
BO3/ICH CTBUSIX U3ITYYEHHUS, BBICOKHX
TeMIIepaTyp, XUMUIECKUX BEIIECTB,
YKyCaX WUIIM y>KaJIMBAHUSIX SJOBUTHIX
YKUBOTHBIX.

5.y21. [IpoBenenrie TEpMOU3OIISILIUN U
COr'pEeBaHMSI ITPU BO3/1CHCTBUN HUZKUX
TEeMIIEPaTyp.

5.y22. TIlpoBenenne MMMOOHITU3AITUN
(00e3MBMIKHUBAHHUSI) C UCIIOIB30BaHUEM
MEIUIIUHCKUX U3EIUNA U
[MOJIPYYHBIX CPEJICTB;

Ay TOMMMOOMTH3AITHS UITH
00e3IBI)KMBAHNE PyKaMHU
TPaBMUPOBAHHBIX YacTel Tena.

5.y23. [IpenoTtBpamieHue
JTOTIOTHUTEJILHOTO TPAaBMHUPOBAHUS
TOJIOBBI TIPH CYOPO)KHOM TIPUCTYIIE,
COIIPOBOXKIAIOILIEMCS ITOTEPEU
CO3HAHUS.

5.y24. Ilpunanue u noaep:kanue
ONTUMAJILHOTO MOJOKEHUS TeNa
MOCTPaAABIIEro B 3aBUCUMOCTH OT €T0
COCTOSIHHSL.

5.y25. OcyuiecTBieHru e KOHTPOJIS
COCTOSIHUS TTOCTPAJABIIEro (HAJINYUS
CO3HAHUS, JABIXaHUS, KPOBOOOPAIICHUS
1 OTCYTCTBHSI HAPY>KHOTO
KpOBOTEUYEHUS), OKa3aHUE
[MOCTPaaBIIEMy MICUXO0JIOTUYECKOM

MO/IJICPHKKH.




5.y26. [IpumeHeHue JIeKapCTBEHHBIX
penaparoB U MEAUIIMHCKUX U3IEeTUi
MpY OKa3aHUU MEIUITMHCKON MOMOIIN
B OKCTpPEHHOU (hopme.




CooTBeTCTBHE C KBaJ’II/I(l)I/IKaIII/IOHHI)IM TpeﬁoBaHI/IﬂM

HaumeHoBaHHE TOTKHOCTU

I[OJ'DKHOCTHLIG 00s13aHHOCTH

Jlo/bKeH 3HaTh

Bpaq CrICIUaInucCT

JlomxHOCTHBIE 00SI3aHHOCTH. Brimonnsiet
nepeyeHb paboT ©  yCIyr Ui JHUArHOCTHUKH
3a00JeBaHus,

OIICHKH COCTOSIHHSI OOJIBHOTO W KJIWHUYECKOH
CUTyalluUh B COOTBETCTBUM CO CTaHIApTOM
MEIUMLUMHCKONW IOMOIIX. BpIMoMHSAET nepedeHb
pabor W ychayr A JedeHus 3aboJeBaHwus,
COCTOSIHUA, KJIMHUYECKOU CUTYyaIuu B
COOTBETCTBHUM CO CTAaHJAAPTOM MEIULIMHCKON
nomoIu. OCyIIeCTBIAET IKCIEPTU3Y BPEMEHHOM
HETPYJOCIOCOOHOCTH.  Bemer  MEIUIMHCKYO
JIOKYMEHTAIMIO B YCTAHOBJIEHHOM IMOPSIKE.
[Inanvpyer m aHanu3upyeT pe3yiabTaThl CBOEH
pabotbl. Cobro1aeT NPUHITUITBEI BpaueOHOM STUKH.
PykoBoguT paboToif CcpeaHero M - MJIAJIIIETO
MEIUIIMHCKOTO ITepCoHaa.

[IpoBOAUT CaHUTAPHO-TIPOCBETUTEIHHYIO pPabOTy
cpenu OOJNBHBIX M WX POJCTBEHHUKOB IO
VKPEIJICHUIO  3JI0pOBbsI M TPOQHIAKTHKE
3a0oneBaHuii, TpomaraHjae 3J0pOBOro oOpasza
KU3HHU.

Jomxken 31ath: KoncTuTynuto Poccutickoit denepanuu; 3aKOHbI U
VHbIE HOPMATUBHBIE MPaBOBbIE aKThl Poccuiickoit denepanuu

B cdepe 3IpaBOOXpAaHECHHs, 3alIUTHl TpPaB TMOTpeOUTENCH
CAaHUTAPHO-ATMUAEMHUOJIOTUUYECKOTO  OJIaronojy4yuss HaceJIeHUs;
TEOPETUYECKUE OCHOBBI MO  HM30paHHOW  CHEIUaIbHOCTH;
COBPEMEHHBIE METOBbI JICYECHHS, JUATHOCTUKU U JIEKAPCTBEHHOI' O
oOecrieyeHust 00JIBHBIX; OCHOBBI MEIUKO-COLIMAIBHON SKCIEPTU3BI;
npaBujia AEHCTBUU NMpU OOHApY>KEHUU OOJBHOTO C MpU3HAKAMHU
0co00 omacHeix  uwHpeknuid, BUY-undexuum;  mopsmok
B3aUMOJICH CTBHSI C APYTHMMH BpayaMHU -CIICIIHAIIA CTAMH, CITYKOaMH,
OpraHu3alMsIMH, B TOM 4YHCJE CTPaXOBBIMH KOMIIAHMSIMHU,
acCOLMAIMSIMU Bpade W T.I.; OCHOBBI (DYyHKIIMOHMPOBAHUS
010 KETHO-CTPaXOBOI MEIHUIIHHEI u J0OPOBOJIBHOTO
MEIUIITHCKOTO CTpaxoBaHUs, o0ecreueHus CaHUTapPHO-
npoHUIAKTHYECKOW  JICKAPCTBEHHOH  IIOMOIIM  HACEJICHHMIO;
MEIMITUHCKYI0 ~ OTHKY;  TICHXOJOTHI0O  TPO(eCCHOHAIBHOIO
OOIICHHUS; OCHOBBI TPYIOBOTO 3aKOHOJATENbCTBA; IPaBHUIIA
BHYTPEHHETO TPYAOBOI0 pacrnopsaKa; mpaBuiia o OXpaHe Tpyaa u
MO’KapHOIi 0€30MaCHOCTH.




I11. Yue6Hblii miaH °

7. Y4eOHBIN IUIaH:

Ne i/t {HammeHoBaHUS KonmuecTBo 4acoB (Tpy10€MKOCTb)
MOJLYJIEH, TEM,
pa3aernoB MPaKTUKH

B TOM YHCJIC 110 BUAaAM Y‘—IG6HOI71 JCATCIIBHOCTH ‘

3aHATHUA CEMUHAPCKOro TUIIa (CGMI/IHapr, MPAKTUYCCKUEC 3aHATU,
IMPaKTUKYMBI, J'Ia60paT0pHI)Ie pa6OTBI, KOJIJIOKBUYMbI U UHBIC
AHaAJIOTMYHBIC 33H$ITI/I$[)

‘ B TOM 4HUCJIC

BCCro JICKIIMKU BCCr0 MpPaKTH4YCC BO3MOKHO IIPpAKTHUKA aTTCCTAllUsA
Kasa HCIIOJIB30Ba

ooaroroBk  Hue D0 u
a 0T

1 Moayas 1. Ocnosbl| 48 46 0 0 0 0 2
MeIUIIMTHCKON
TEHETUKU

1.1 |Hcropus pazButus 6 6 0 0 0 0 0
MeIULIMHCKON
TCHETHKU

1.2 |OcHOBBI resetuknl 18 18 0 0 0 0 0
YeJI0BEKA

1.3 Kimuanyeckas 18 18 0 0 0 0 0
TEHETUKA

1.4  [TIpuHUuUIBI 4 4 0 0 0 0 0
THOIATOreHETHIECKO
151 Tepamnuu
HACJICICTBEHHBIX

3a00JIEBaHU

1.5 [[IpomexyTouHas 2 0 0 0 0 0 2
aTTeCTaIMs 110 MOYJIIO
1

2  Moaynb 2, 30 20 8 4 0 0 2
Opranuzanus

nmaboparopHo-
reHEeTUYECKUX
MCCJICAOBaHUN

2.1 |[IpuHOMTIBI 6 6 0 0 0 0 0
OpraHu3aluu
MEQULIMHCKON ITOMOIIN
o nabopaTopHoi
TEHETHKE B
Poccuiickoi
Denepannu

2.2 |[IpuHumns 6 6 0 0 0 0 0
OpraHU3aIIH
TMarHOCTHYECKON
naboparopuu




2.3

[IpuHLIMIIBI
OpraHu3aluu
[peaHaTuTHY €CKOTO
hTama J1abopaTOpPHBIX
HCCJICAOBaHUN

2.4

OOecneuenne
KOHTPOJIS Ka4yeCTBa
nmabopaToOpHBIX
HCCJICAOBaHUN

2.5

Benenne MeIuIMHCKOM
TOKyMEHTaluu npu
[MPOBEICHUHN
nmaboparopHo-
FeHETHYE CKUX
Hcciie]OBaHU N

2.6

Bonpocst
MeIUIITHCKON
CTAaTUCTUKH U MEIUKO-
FeHETHYECKOr'O
MOHUTOPHUHTA

2.7

[IpomexxyTouHas

arrecrauus 1o MOAyJIr0
2

MonyJb 3.
MonexkysipHO-
FEHETUYECKHUE METOJbI
IMArHOCTUKU
HACJIEICTBEHHBIX
Oose3nein

84

40

42

42

3.1

[ [puHIUATBI
MOJIEKYIISIPHO-
reHeTH4e CKoM
NMUarHOCTUKU

METOO0B

24

12

12

12

3.2

[IpyHUIMOBI ~ METOHOB
CEKBEHUPOBAHUS
HYKJIEMHOBBIX KUCJIOT

24

12

12

12

3.3

AHanu3  pe3ysbTaToB
CEKBEHHPOBAHUS
HYKJIEMHOBBIX KHCIJIOT

18

12

12

3.4

MonekynsipHO-
TE€HETUYECKas
JIMarHOCTHKA B
OHKOJIOTU U

16

10

35

[IpoMexxyTouHas

aTTeCTaLUs 110 MOIYJIIO
3

Monyib 4.
LluToreHeTH4e CKUe
METOIbl JTUATHOCTHKH
HACJICICTBEHHBIX
OomnesHeln

84

34

48

48




4.1

CoBpeMEHHbIE
[{UTOr€HETUYECKHE,
MOJIEKYJISIPHO-
LHUTOI'CHCTNYCCKUC u
UTOI'CHOMHBIC
TCXHOJIOTUU

18

10

10

4.2

W nenT pukamms
MeTa(azHbIX
XPOMOCOM YeJIOBEKa

18

16

16

4.3

AKTyaJlbHbIE
MpoOJIEeMbI
MEIUITHCKON
[IUTOT€HOMUKHU

18

18

4.4

MHTepnperanus
pe3yIbTaToB
LIUTOT€HETUYE CKUX,
MOJIEKYJISIPHO-
LUTOTCHETUYECKUX U
LIUTOI €HOMHbIX
WCCIIEJOBAaHUN

18

18

18

4.5

Opranuzanus u
KOHTPOJIb KauyecTBa
UTOT€HETHYECKUX
HCCJICAOBaHUN

10

4.6

[IpoMexxyTouHas
ATTEeCTALMS [10 MOAYIIIO

4

Monayib 5.
buoxumMuueckue
METOJBI JUArHOCTHUKHU
HaCJICICTBCHHBIX
Oose3nein

72

36

34

34

5.1

[IpyHUIMOBI ~ METOHOB
OHOXMMHYECKOI
TMarHOCTUKH

48

30

18

18

5.2

NnaTepnperanus
pe3ynbTaToB
OMOXMMHYECKUX
HCCJICAOBaHUI
HACJIEICTBEHHBIX
Ooie3nein oOMeHa,
BEISCTB

22

16

16

5.3

[IpomexyTouHas
aTTecTalus 110 MOLYJII0

5

MonyJb 6.
[Tpo¢unaxTrka
HACIICICTBCHHBIX
Ooie3HeH

66

34

30

26

6.1

CoBpeMeHHas cucrema

npo(UIaKTUKH




HACJIEICTBEHHBIX
0oe3Hen

6.2

[ [pekoHUENILIMOHHBIIA
CKPUHUHT

6.3

[[penMILIaH TalTUOHHOE
reHETHYECKOE
TECTUPOBAHUE

12

6.4

[IpeHaranbHas
JIMarHOCTHKA

18

10

6.5

HeonaraabHEBIH
CKPUHUHT
HacJIeACTBEHHBIX
Ooire3HeH

18

10

6.6

DTUYECKUE TPOOIEMBI
MeIUIITHCKON
TE€HETUKU

6.7

[IpoMexxyTouHas

arrecranus 1o MOAyJIr0
6

Moayas 7. Oxa3zaHue
METULMHCKON ITOMOIIN
B SKCTpEHHOH (opme

42

34 0 0

7.1

OxkazaHue
MEIUITHCKOU ITOMOIIH
B OKCTpPEHHOU opme

40

34 0 0

7.2

[IpomexyTouHas
aTTEeCTalUs 10 MO0
7

MonyJs 8. IIpakTrka

144

o

o
o
o

142

N

8.1

[IpoBenenue
TabopaToOpHBIX
HCCIICIOBAaHUN ISt
TMarHOCTHKH
BPOXKJIEHHBIX U (HJIN)
HaCJIeJ|CTBEHHBIX
3a00sieBaHU

142

142

8.2

[IpoMexxyTouHas

arrecranus 1o MOAyJIr0
8

9

HToro 4acoB (Tpya0eMKOCTb)

torosas arrecranus

6

0

0 0 0

576

216

196 154 0

142

8. Paboume mporpamMmbl MOIYJICH:

IV. Paboune nporpamMmbl MoayJiei

6

Ne i/t

HaumenoBanue
MOZYJIEH, TEM,
pa3eNioB MPAKTUKHU

Conepxxanue

Konrr

bopMupyemMbIx
KOMIIETEHIINI




Monyab 1. OcHOBBI MeIMIIMHCKON TeHETUKHU

11

Hcropus pazButus
MEIUIMHCKON
TE€HETUKH

Vcropust pa3BUTHS U CTAHOBJICHUSI TEHETHUKH Kak
HayKW. DTarbl CTAHOBJIEHUS I€HETUYECKUX UJICH.
Vcropus pa3BUTHSI MEAUIMHCKON F€HETUKH B
Poccuun. Hanpasiienns nccinenoBanuil B
COBPEMEHHOW MEIMIIMHCKON I'€HETHKE.

[1K-1

1.2

OCHOBBI T€HETUKU
yeJI0BEKa

HacnencTBeHHOCTh U M3MEHYMBOCTD. 3AKOHBI
repeadu HaclIeACTBEHHBIX ITPU3HAKOB.
JIOMUHaHTHOCTb, PELIECCUBHOCTb.
KonoMHHAHTHOCTE.

[loHsATHE TOMO-, T€MHU-, TETEPO3UTOT U KOMIIAyH/I-
rerepo3urot. Tunel HacnenoBanus. [Ipu3zHaku,
CLIEIJIEHHBbIE ¢ TI0JIoM. B3anmoneiicteue
HeaJuleJIbHbIX FeHOB. OCHOBBI ITON YJISLIM OHHOU
reHeTuku. [lonstTue o uamenunBoctu. Hopma
peakunu. MyTanmoHHast 1 MoAu(UKaIIMOHHAS
N3MEHYMBOCTb. OCHOBBI 3KOJIOTNYECKON T'€HETUKU.
[{nToIornueckre OCHOBBI HACIIEICTBEHHOCTH.
CtpykTypHO-(pyHKIIMOHAIbHAS OpraHU3AIUSI
XpOMOCOM 4enoBeka. KieTouHslil UKL
MexaHu3Mbl MUTO3a U Melo3a. [ eTepoxpoMaruH u
byxpomaTuH. Cerperanust xpomocom. HopmanbHbIi
U IaToJoru4yeckuil kapuoruil. I'erepomopdusm
xpomocoM. Opranu3zanys reHoMa Ha XpOMOCOMHOM
ypoBHE. Mo3auiu3M U XumepusM. MosekyspHbie
OCHOBBI HaceACTBEHHOCTH. CTPYyKTypa U CBOMCTBA
HYKJIEMHOBBIX KUCJIOT. THUIIBI
N1€30KCUPHOOHYKIIENHOBBIX U pUOOHYKICHMHOBBIX
k1ciIoT. MHpopmalus o CTpyKTYpHOH U
(YHKIIMOHAIBHOW OpraHu3alliy XpaHEeHUs 1
nepenaye reernueckoi nudopmanuu. OCHOBHbIE
ACIIEKThI U YPOBHU PETYJISLUUU I'€HETUYECKON
WH(pOpMaLK B HOpME U MpU NaTojaoruu. Myrtanuu
KaK OCHOBA HACJIEACTBEHHOM MAaTOJIOTHUH.
ComaTtnueckue ¥ repMUHATUBHBIE MYTALIUH.
MuToxoHApUAIBbHBINA TeHOM. CTpyKTypa I'eHa.
CurHanbHbI€, PEryIIsITOPHBIE TTOCIE0BATEIbHOCTH.
Tpanckpunuus. Perymsanus TpaHCKpUIILHAH.
TkaneBas crnenupuyHocTs. CrtaiicuHr.
AJIbTEpHATUBHBIN CIUIAMCUHT. TpaHCsaIus.
[TocTTpanciauroHHast MOIUQUKALKS. YPOBHU U
MEXaHU3MBbI AMTUT€HETUYECKOM perysainuu. [ eHHbIe
MYTalll{, POJIb Perapanuy B ux GOpMUPOBAHUU.
JlnHamMuyeckne MyTaluu.

[K-1, TIK-2

1.3

Knnuunueckas
reHeTHuKa

HacnenctseHHOCTh U marosnorus. BosMoxxHbIe
TUTIBI HacsienoBanus. KimmHudeckuii monmumop husm
HAaCJIeICTBCHHBIX 00JIe3HEH, ajuieNbHAs U JIOKYCHAs
reHEeTUYECKasi TeTePOreHHOCTh. [IpakTnueckue
BOIIPOCHI COCTABJICHUS POLOCIOBHOM.
Krnaccuukanys HaclieACTBEHHBIX O0Ie3HEH.

OCHOBHEIE XapaKTCPUCTUKU HACIICACTBCHHBIX

TK-1, [IK-2, TIK-
3




Oone3neil. XpomocoMHble 6ose3nu. OnpeneneHue
[OHATHSI XPOMOCOMHBIX 00JIe3HEH, NX

KJ1accu (DUKaIMs, PacIpOCTPaHEHHOCTD B
nomnymsauy. [ToHsTHE XpPOMOCOMHOTO AKcOanaHca
1 ero nocyencTBus. Poib XpoMOCOMHBIX aHOMAJIUH
B HApYILIECHUSAX PEIPOAYKTUBHON QyHKIUH.
MonoreHHbIe (POPMBI HACIECTBEHHBIX
3a0oneBanuii. bazoBbie 3HAHUS O MHOT000pa3un
(eHOTUTIOB, CBA3aHHBIX C OJIHUM I'€HOM.
Krnaccuukanus, THOIOT s, TATOTEHE3 U
pacrpoCTpaHEHHOCTh MOHOT'€HHBIX 3a00JIEBaHU.
MynbTdakTopHble 601€3HH. PONIb reHeTHYECKUX U
CpenoBbIX (haKTOPOB B MPOHCXOXKIECHUU

MYJIBTH (DaKTOPHBIX Ooe3Hel. [Togxomnst k
1abopaTOpHON AMATHOCTUKE MYJIBTH (PAKTOPHBIX
3a0o0JeBaHUI. DNHUIreHeTHYeCKas aToJIOTUsl.
MenuuuHcKas 3nureHeTuka. bonesuu
SIUTEHETUYECKOro anmnapara (XpoMaTHHOIIATUH).
IMOpUHTUHT. J[MHaMKKa SIIMIE€HEeTHYECKUX
MOAM(pHUKALMI B TaMETOICHE3€ U paHHEM
HMOpPHOHAJIBLHOM Meproe. bosiesHn reHOMHOro
UMIPUHTUHTA. [ eHeTnueckue 0ose3Hu,
00yCIIOBJICHHBIE MYTALUSIMH B COMAaTHYECKHX
kieTkax. OCHOBHBIE XapaKTEPUCTUKU
MYTaLlMOHHOI'O IIPOLIECCa B COMAaTUYECKUX KIIETKAX.
boJie3Hr TeHOMHON HeCTaOMIIBHOCTH.
ITHUOJIOTUYECKUE OCHOBBI U METO/BI IUATHOCTUKH.
[ToHsTHE O MapaJlOMUHAHTHOM HacJeOBaHUU.
OCHOBBI OHKOT'€HETUKH. MoJeKysipHble
MEXaHU3MBbI OITyX0JIEBOM Mporpeccuu. OHKOreHbl U
oHKocympeccopsl. HacienctseHHble
OHKOJIOTHYECKHE CUHIIPOMBIL. [ eHeTnueckue
HapylleHus mpu remobsacrosax. [Togxonsr k
TMarHOCTHKE TeHETHYECKUX 3a00JIeBaHUIH,
00YCIIOBJIEHHBIX MYTallUsIMU B COMAaTHYECKUX
KJIETKaX.

1.4 [TpuHLIMTIBI CuMnOToMaTHYeCKasl, HaToreHeTnyeckas u I1K-1, ITK-2, TIK-
ATHONATOT€HETHYECKO PTUOTPOITHAS Tepalus HaCJIeACTBEHHbIX Ooe3Hel. |3
71 Jluerorepanus pa3aMuHbIX (JOPM HACIIEACTBEHHBIX
Tepanuu Oone3neil oomena. depMeHTHas 3aMeCTUTENbHAS
HACJIEICTBEHHBIX Teparys HacJlIeACTBEHHbIX 0oJie3HEel oOMeHa.
3a0oneBaHui [TpUHLIUIIBI TEpATF MUTOXOHIPHAIBHBIX
0one3neit. Onenka 3G PpeKTHBHOCTH
HTHONATOT€HETHYECKON Teparuu y HaIllleHTOB C
HACJIe/ICTBEHHbIMU 3a001eBaHusIMU. OCHOBHbIE
[IPUHLIUIIBI TAPT€THON TEpaInu.
['eHOTEpanus HACIECTBEHHBIX 00JIe3HEH, B TOM
4KCIIe TEHOMHOE pelaKTHPOBAHME.
1.5  |[[IpomexyTouHas KoHTpoJb pe3yabTaToB 00yu4eHUs B paMKaXx [1K-1, I1IK-2, TIK-
aTTecTalus 1o ocBoeHus tem 1.1-1.4. 3

Moayiro 1




Monyab 2. Opranu3anus JadopaToOpHO-TeHeTHYeCKUX UCCae10BaHU

2.1 [TpuHIIMTIBI KitroueBbie acieKThl OpraHu3aiii MEIUKO- 11K-1, I1K-2, TIK-
OpraHu3alux reHeTuyeckoil momouu B Poccuiickoit @enepanuu. |3
MEIULUHCKON HopmatuBHO-TIipaBoBas 6a3a, peryaupyroras
IIOMOILH 110 CTPYKTYDPY, A€ TEIbHOCTh U OCHOBHBIE 3a]]au
nabopaTopHOI MEIMKO-TEHETUYECKUX CITyXO0. AKTyalbHbIE
TrEeHETHUKE B BOITPOCHI OpraHU3AIMN MEIUKO-T€HEeTUYECKON
Poccuiickoit ciy>kObl. 3a71aun 1a00PaTOPHON TeHETUKH.

Qenepanun Opranuszanus MEAUIIMHCKON ITOMOIIM IPH PEAKHAX
(opdanHnbIx) 3a00neBaHusAx. OpraHu3amus U BUIbI
[porpamMM CKpUHUHTA Ha HACJIECTBEHHbIC
3aboneBanus B Poccuiickoit @enepamu.
Tpyanoctu u 6apbepbl NpU OKa3aHUU TTOMOIIH 110
pouino "MeaUIMHCKas reHeTUKa .

2.2 [TpuHIIMTIBI [lenu, 3amaun, BUbI JabopatopHoi nuarnoctuku, [1IK-1, ITK-2, TTK-
OpraHu3anuu [IPUMEHsIEMbIE B MEAUIIMHCKOM reHeTuke. O0mue 5
JTUArHOCTUYE CKOM OpraHU3alMOHHBIE MTOAXO/BI K JIA00paTOPHOI
nabopaTtopuu MarHocTuke. Bo3MoXXHOCTH 1 OorpaHuyeHus,

00JIaCTH MPUMEHEHUS PAa3TUYHBIX METOJIOB B
MEIUIIMHCKON reHeTuke. TpeGoBaHus K
OpraHu3aluU JesITEIbHOCTH MEIUIIMHCKUX
pabOTHUKOB 1a00paTopru U 00€CIeueHUIO
0e301acCHOCTH MEIULIMHCKON AESTEIbHOCTH B
OpraHu3alMsIX MEIUKO-TeHETUYECKOro mpoduis.
Opranuzanus AesiTeIbHOCTA HaXOASIIerocs B
pacnopsbKEHUU CPETHEro U MIIaIIEro
MEIUIMHCKOTO NepcoHana. Beibop ontumManbHOro
MMOIX0/1a B TaOOPaTOPHOM TUATHOCTHKE
HacJIeCTBEHHOM MaTojoruu. KoHcynpTalimoHHOe
HaIpaBJIeHHE ASSITeIbHOCTH JaOOpaTOpH METUKO-
TeHETHYeCKOro mpoduiist. [IpuHIUTIBEI OMOITHKH,
MEIUIIUHCKON STUKHU U 1€OHTOJIOTUU. O CHOBBI
KOH (DTUKTOJIOT HH.

2.3 [TpuHIUTIBI [IpaBuna coopa u XpaHEeHHUsT OUOIOTUYECKOTO [1K-1, T1K-2, TIK-
OpraHu3aluu MaTepuana JJig TeHeTHYeCKOW TUArHO CTHKH. 3
npeaHanuTHuueckoro |(TexHuka 6€3011aCHOCTH IpH paboTe ¢
JTana JJabopaTOPHBIX |MyTareHHbIMH U TOKCUYHBIMU BEILIECTBAMHU.

HCCIIEJOBAaHUN

2.4  |OGecneyenue KonTposb kauecTBa JlaboparopHbix uccnegosanuit [[1K-1, ITK-2, TTK-
KOHTPOJIS KQUecTBa B MEIUIIMHCKOM reHeTuke. BHyTpriiaboparopusrii |3
71a60paTOPHBIX KOHTPOJIb KaueCTBa. BHEIHUI KOHTPOJIb Ka4eCTBA.

HCCIIEOBAaHUN

2.5 Benenune PaGota ¢ nepconanbabpiMu JanHbIMEU nanmenToB u [[1K-1, TTK-2, TIK-
MEIULMHCKON CBEJICHUSIMH, COCTaBJISIOLMMU BpaueOHyto Taiiny. (3, [IK-4
JOKYMEHTALlUU IpU  [3allOJTHEHUE MEIULIMHCKON JOKYMEHTAIUH, B TOM
[IPOBEICHUN qricie B (hopMe NEKTPOHHOT O JOKYMEHTA,
nabopaTopHo- KOHTPOJIb ITOJHOTHI U KaUu€CTBA €€ BEJCHUSI.

FeHETUYECKUX dopMHpOBaHKE HANIPABJIECHUS HA TEHETUYECKYIO
HCCIIeIOBaHUN nuarHocTuky. IloaroroBka 3akitoueHus Mo

pe3ynbTaTaM J1abopaTopHOM TUarHoCTHKU: hopma,

a3/1CJIbl, KOMMCHTApPUU.




2.6 |Bompocs [TpaBoBOE OOecreueHne nmpodeccuoHaIbHOMI [1K-1, TIK-2, I1K-
MEIULUHCKON NeATeIbHOCTH B 00JIACTH MEIUIIMHCKON 3, IIK-4
CTAaTUCTUKHU U MEJUKO- [CTaTUCTUKU. M cronp30BaHNE MEIUIIMHCKUX
T€HETUYECKOTO WH()OPMAIIMOHHBIX CUCTEM B 00JIaCTH
MOHUTOPUHTA MEIUIIMHCKOW T'€HETUKU U UH(OPMAIIMOHHO-

TEJIEKOMMYHUKAIIMOHHOM cetu "MHTepHeT".
AHanu3 okasaresield MeIUIIMHCKON 1EeATEIbHOCTH.
[{dpoBbIe TEXHOIOTUH U UX POJIb B OpPraHU3aluu
METUITTHCKON TTOMOIIM OOJBbHBIM C
HACJIe/ICTBEHHBIMU 3a00JI€BaHUSMH.

2.7 IIpomexyrounas KoHTpoJb pe3ynbTaToB 00y4eHUs B paMKax [1K-1, I1K-2, TIK-
aTTeCcTallHs 110 ocBoeHus TeM 2.1-2.6. 3, [IK-4
MOJTYJIIO 2
Monyab 3. MoJieky/IsipHO-TeHeTHYeCKHe MeTO/AbI INATHOCTUKH HACJIeICTBEeHHBIX
0os1e3Hen

3.1 [Tpunuunsr meroqoB  McrouHuky, npaBuia cOopa U XpaHEHUs [1K-1, IIK-2, IIK-
MOJIEKYJISIPHO- OMOJIOrNYECKOr0 MaTepHralla il MOJIEKYJISIPHO- 3
TEHETHYECKOU TCHETUYECKOM IMarHoCTUKU. [IpsMble 1 KOCBEHHBIE
JUarHOCTUKH METO/Ibl IMATrHOCTUKH J1€30KCH PHOOH YKIICMHOBBIX

KHUCIIOT. TapreTHble METObI IOMCKa MyTallui -
PECTPUKLIMOHHBIN aHaINU3, TOJIUMEpa3Hast
L[e[THas peaKliys B peajlbHOM BPEMEHU, aHAJIN3
KPUBOM IJIaBJIEHUS, MYJIbTUILIEKCHAS
TUTa303aBHCUMas aMIUTA(GUKALIKS TPO0.
[[pruHUIKUIIBI OJIMMEPa3HOW LIEMHOW pEeaKIUu.
['mMOpuAN3aMOHHBIE METOABI, IPUMEHSEMBIE B
TMarHOCTHUKE J€30KCH PUOOH YKJIEMHOBBIX KHCIIOT.
MeTosbl paboThl ¢ HYKJIEMHOBBIMU KHCJIOTaMH.
MeTo/ibl BBIIICJIEHUS 1€30KCUPUOOH YKIIEUHOBBIX U
prOOHYKIENHOBBIX KUCIOT. Knaccudukarus
BApHAHTOB HYKJIECOTUIHOM MOCIEA0BATEIbHOCTH.

3.2 [IpuHIMIEl METOOB  [MeETOnbl CEKBEHHMPOBaHUs HyKJIenHOBBIX kucinot.  [IK-1, ITK-2, TTK-
CEKBEHHUPOBAHUs CexBenupoBanue no Cenrepy. /locronHcTa u 3
HYKJIEMHOBBIX KUCJIOT |HEJOCTATKU PAa3IMUYHBIX MIIATHOPM

BBICOKOIIPOU3BOAUTEIILHOTO CEKBEHUPOBAHUS.
Oo6nactu npuMeHeHus. [IpuHIUIBEL ¥ BO3SMOXXHOCTH
M CII0JIb30BAHMS TAHEIBHOT' 0, 9K30MHOTO,
F€HOMHOI'O CEKBEHUPOBaHUs. [IpuHIUIIBI
pa3paboTKH MaHesell TeHOB AJIA M0 CIEAYIOLIEro
1CCJIEZIOBAHUS METOAAMHU
BBICOKOIIPOU3BOAUTEILHOTO CEKBEHHUPOBAHUSI.

3.3 AHanu3 pe3ysibTaToB  |ba3oBble MPUHITUITBI aHAJIN3A PE3YJILTaTOB [1K-1, I[IK-2, TTIK-
CEKBEHUPOBAHMUSI CEKBEHMPOBAHUS HYKIEHHOBBIX KUCIOT. KonTpons (3

HYKJIICMHOBBIX KHUCJIOT

KaueCcTBa MOJICKYJIIPHO-TEHETUIECKUX
ucciienoBanuii. OOpaboTka U aHaIN3 Pe3yJIbTaTOB
CCKBCHHUPOBAHUSA C IPUMCHCHHUEM KOMIIBIOTCPHBIX
nporpamMm. Omipe/iesieHrne MaTOreHHOCTH U
KJIMHIYECKOM 3HAYNMOCTHU BapUaHTOB
HyKHGOTHHHOﬁ IIOCJICAOBATCIIbHOCTH.
OcobOenHocTH 0OPMIICHUS 3aKITFOUEHUS 110
HCCIICAOBAHUAM, ITIPOBCICHHBIM C MCITOJIb30BAHUCM

MOJICKYIIAPHO-TCHCTUYCCKUX MCTOIOB.




3.4 MounekyisipHO- MeTozb! BBISIBIICHUS TEPMUHAIBHBIX U [1K-1, IIK-2, TIK-
IEHETUYECKas COMAaTUYECKUX MeHETUYECKUX HapyLIEHUH IIpU 3
JUarHOCTHKA B OHKOJIOTMYECKHX 3a00s1eBaHUSAX. MOJIEKYIApHO-
OHKOJIOTUHU rEHETUYECKasl JMarHOCTUKA HaCJIEACTBEHHbBIX
OHKOJIOTUYECKUX CUHIPOMOB. MOJIEKyYISIpHO-
reHeTHYecKasi TMarHoCTUKa IIPU CIOPaJUdeCKUX
oryxoJsix. MojeKkynspHO-TeHeTuYecKas
MarHOCTHUKA JUIsl HA3HAYEHMs TapreTHBIX
[IpenaparoB MPU Pa3INIHBIX TUIIAX OIYXOJEH.
M uTepnperanys pe3ynbTaTOB I'eHETUYECKUX
MCCIIC/IOBAHUI B OHKOJIOTHUH. [ eHeTHueckoe
TECTUPOBAHUE JIJISl HA3HAYEHUS TAPTeTHOW Teparnuu
[pPU HACJIECTBEHHBIX U CIIOPATHYECKHUX
OHKO03a00sieBaHUsX. CTPYKTypa JUarHOCTUYECKOIO
3aKJIFOYEHHUS 111 pa3HBbIX THUIIOB T'€HETUYECKUX
11a00PaTOPHBIX UCCIEI0BAaHUI B OHKOJIOTHH.
OcobeHHocTH 0(hOpMIIEHHE 3aKJIFOUEHUS 110
MCCIIEJOBAHUSAM B 00JIACTH OHKOT'€HETHKH.
3.5 IIpomexxyTounas KoHTpoJb pe3yabTaToB 00yueHHUs B paMKax [1K-1, IIK-2, TIK-
arrecTalus 1o ocBoeHus TeM 3.1-3.4. 3
MOJTYJTIO 3
Monyas 4. [luToreHeTH4ecKre METOAbI JHATHOCTHKH HACJIEACTBEHHBIX 00/1e3Hel
41 CoBpemMeHHbIe [{uToreHeTnyeCcKre, MOJIEKYJISIPHO- [1K-1, I[IK-2, TTIK-
LUTOIC€HETUYECKUE,  |[IUTON€HETUUYECKUE U LIUTOI€HOMHBIE METO/IBI 3
MOJIEKYJISIPHO- MCCJICZIOBAHUS B JMATHOCTUKE XPOMOCOMHBIX
LIUTOT€HETUYECKUE U [aHOMaIM. [luTorenernka comarneckon
LUTOT€HOMHbIE natosioruu. L{lutorenernueckue nccaenoBaHus Ipu
TEXHOJIOTUU CHHJIpOMaX XpOMOCOMHOMN HECTaOMIBHOCTH.

TexXHOIOrnYM TECHOMHOT'O CEKBEHUPOBAHUS B
TMArHOCTUKE XPOMOCOMHBIX aHOManii. OCHOBHBIC
[IPUHIIAIIBI KYJIbTHBUPOBAHUS KIIETOK JJIst
MOJTYYCHHUST XPOMOCOMHBIX ITPEIaparoB.
OcobenHocTi 00pabOTKH KJIETOYHBIX KYJIBTYp IS
MMOJTy4CHHsI XPOMOCOMHBIX TTpenapaTroB. MeTobl
OKpalIMBaHUS XPOMOCOMHBIX ITPENapaToB.
MoIeKyJISIPHO-ITUTOT HETUIE CKUE METOJIBI
MMArHOCTHKH XPOMOCOMHOM MATOJIOTHH C
[IPUMEHEHUEM XPOMOCOM-CITCIIM(PUIECKUX 30H/10B
Ne30KCUPUOOHYKIICHHOBBIX KHCJIOT.
dnyopecrenTHas rudpuau3anus "in situ". OCHOBBI
POOOIOATOTOBKH, MEUCHUS U ICTEKIINH.
Paznmunbie BapuaHThl 30H10B. Monudukanuu
(ryopecuenTHON TuOpuau3anuu "in situ'.
MenUIMHCKHE TTOKa3aHKUs K TPUMEHEHHUIO,
BO3MO)KHOCTH U orpaHuyeHus. CpaBHUTEIbHAS
reHOMHAs THOPUIN3AIIHS U XPOMOCOMHBI
MUKPOMaTpUYHBIA aHaIN3. MeaunuHckue
MMOKa3aHUS K TIPUMEHEHHUIO, BO3SMOXHOCTH U

OIr'PaAaHUYCHUS.




4.2

Wnentudukamnms
MeTaha3HbIX
XpOMOCOM YelIOBEKa

[TpyuHIMIIBI UACH TU(GUKALIMA WHAXBHYaTbHBIX
XPOMOCOM COINIAaCHO MeXIlyHapoIHOM cucteme
[IUTOr€HETUYECKOM HOMEHKIIATYPhl YeJIOBeKa.
[TpoGiema XpoMOCOMHOTO IoMMopduzma y
4eJI0BeKa, 3yXPOMaTHHOBBIE BAPUAHTHI, IOMKHE
caiiTbl. BapnaOebHOCTh CTPYKTYPbI, KOIMYECTBA U
JOKaJIM3alii palOHOB, COEPKAIIUX
KOHCTUTYTUBHBIN T€TEPOXPOMATHH B KAPUOTHUIIE
yenoBeka. MexaHn3Mbl BOSHUKHOBEHHUS YK CIIOBBIX
U CTPYKTYPHBIX XpOMOCOMHBIX aHOMAJIHH.
JlepuBaTHbIe, peKOMOMHAHTHbIE, MaPKEPHBIE,
KOJIbIIEBBIE XpOMOCOMBI. Criernuduka
MUKPOCKOITMYECKOT0 aHaIM3a OTAENIbHbIX
BapHaHTOB XPOMOCOMHOI'0 TOJIMMOp(hU3Ma, ux
nuQpepeHuanus OT CTPYKTYPHBIX IEPECTPOEK
KapHOTHIIA YEJIOBEKA.

[K-1, TIK-2, TIK-
3

4.3 AKTyaJIbHbI€ bosne3nu, cBA3aHHBIE C XPOMOCOMHOM [1K-1, I[IK-2, TTIK-
po0JIEeMBI HECTaOUJILHOCTBIO M UX IMAarHOCTHKA. 3
MEIULUHCKOU XPpOMOCOMHBIM MO3auLIA3M. AJITOPUTMBI
LIUTOT€HOMUKH [IUTOT€HETUYECKON U MOJIEKYIISPHO-

LIUTOT€HETUYECKOM INarHOCTUKH.
MuKkpo/eneuoHHble U MUKPOIYIIIIMKALIUOHHBIE
CUHAPOMBL. Pesikre XpoMOCOMHbBIE aHOMAaJIUH.
OCOOEHHOCTH IIUTOT€HETHUECKOr0 aHaIn3a
OITyXOJIEH.

4.4 HNutepnperanus 3anuch pe3ynbTaTOB IIMTOIEHETHYECKOTO [1K-1, I[IK-2, TIK-
pe3yabTaToB WCCIIC/IOBAHUS B COOTBETCTBHH ¢ MeXIyHapOIHOH |3
[IUTOTEHETUYECKUX,  |CUCTEMOM IUTOTEeHETHIECKON HOMEHKIIATYPhI
MOJIEKYJISIPHO- yenoBeKa. AHAJIM3 U UHTEPIpeTalus pe3yabTaToB
LUTOT€HETUYECKUX U  |[[IUTOr€HETUYECKOTO MOJIEKYJISIPHO-

LIUTOT€HOMHBIX [IUTOr€HETUYECKOT0 Y LIUTOT€HOMHOTO

HCCIIEI0OBaHUN uccnenoBanus. OcoO0eHHOCTH 0(hOpPMITCHHS
3aKJIFOUEHUS 110 UCCIIEIOBAHUSIM, IPOBEICHHBIM C
MCTIOTB30BAHUEM ITUTOTCHETUYECKUX,
MOJICKYJISIPHO-ITATOT€HETUYECKUX U ITUTOTCHOMHBIX
METO/I0B.

4.5 Opranuzanus CpoOKU BBITIOJIHEHUSI IUTOT'€HETUY €CKUX T1K-1, IIK-2, IIK-
¥ KOHTPOJIb KauecTBa [MccienoBaHuil. TpeOoBaHUS K pa3pelIeHUIO B 3
LIUTOT€HETUYECKUX  [pa3iIMYHbIX KIMHUYECKUX CUTYalHUsIX U KOHTPOJIb
UCCIIE0OBaHU I KayecTBa XpOMOCOMHBIX IpenaparoB. Hanucanue

3aKJIFOYEHUN 110 pe3yIbTaTaM IIUTOr€HETHYECKOro,
MOJIEKYJISIPH O-IIUTOT€HETUYECKOT0 U
[IUTOIr€HOMHOI'0 M CCJIEIOBAHUS.

4.6 [TpomexyTounas KoHTpOJIb pe3ysibTaTOB O0YYEHUS B paMKax [1K-1, ITK-2, TTIK-
aTTecTauus 1no ocBoeHus Tem 4.1-4.5. 3
Monyno 4
Monyab 5. buoxumuyeckne MeTOAbl JTHATHOCTUKHU HACJIEICTBEHHBIX 00J1e3Heill

5.1 [Tpunuunsr merogoB  [[IpaBuna c6opa, moarorosku, Tpancnoptuposku u [[1K-1, I1K-2, ITK-
OMOXUMHYECKON XpaHeHUsI Onosiornueckoro marepuana. Koatpons |3
JUArHOCTUKH KayecTBa. [ [pUHIIMIIBI KAYECTBEHHOTO U

KOJIMYECTBEHHOr'0 aHaJi3a METa00IUTOB B




MMAarHOCTHUKE HACIEICTBEHHBIX 00JIe3Hel oOMeHa
BelecTB. MeToabl OMOXUMUYECKON TUAarHO CTUKH
HACJIC/ICTBEHHBIX OOJIE3HEH: TaHIeMHast MacC-
CIICKTPOMETPH Sl KaK KJIFOUEBOM J1ab0paTOpH b1
METOJ] HEOHATAJILHOTO CKPUHUHTA U

MO TBEPIKIAFOIICH TUArHOCTHKY HACIIEICTBEHHBIX
Oone3Hell oOMeHa BelecTB; BEICOKOI() ek TUBHAS
KUJIKOCTHAsI XpoMarorpadus; ra3oBas
xpomatorpadus ¢ Mmacc-crieKTpomeTpueii. Metombl
oIpeneeHust aKTUBHOCTH GepmeHToB. Pazbop
MpeaHaTMTUY €CKUX ONMOOK M MX BIUSHUS Ha
TMAarHOCTUKY HACJIECTBEHHBIX OOJIE3HEH oOMeHa
BemecTB. PacueT akTMBHOCTH (DEPMEHTOB U
KOHIICHTPAIIM METaOOIUTOB.

5.2 HNutepnperanus MaccoBblif U CEJIEKTUBHBIN CKPUHUHT HA [1K-1, T1K-2, TIK-
pe3yIbTaToB HaCJIe/ICTBEHHbIE 00JIe3HH 0OMEHa BEUIeCTB. 3
OMOXUMHUYECKUX [IpyHLIUIIBI aHATIM3a PE3YJIBTATOB OMOXMMHYECKHX
HCCIIE0OBaHUN ncciienoBaHuii. Oco6eHHOCTH O(opMIIeHHE
HACJIEICTBEHHBIX 3aKJIFOYEHUS 10 OMOXUMHYECKOHN THarHOCTUKE.

Oone3Heil oOMeHa Pa300p KIMHUYECKHUX CIIy4aeB. AJITOpUTMBI

BEIIIECTB nuddepeHuanbHON TMarHOCTUKA HA OCHOBAHUU
OMOXMMHUYECKHX Mpoduieil, ctpareruu
Bepudukanyu quaraosa. OpraHuzanus 1 KOHTPOJIb
KauecTBa OMOXMMUYECKUX MCCIIEIOBAHUN.

5.3 [TpomexyTounas KoHTpOJIb pe3ysibTaTOB O0YYEHUS B paMKax [1K-1, ITK-2, TTIK-
arrecTalys 1o ocBoeHus TeM 5.1-5.2. 3
MOJYJIIO 5
Monayas 6. lIpoduiakTuka HacjaeICTBEHHbIX 00J1e3Hel

6.1 CoBpemMenHas cucremall eHeTHYECKHE 0COOCHHOCTH HaCEIICHUS [1K-3
PO QUITAKTHKU pa3MYHBIX pernoHoB Poccuu n mupa. Pacuer
HaCJIC/ICTBEHHBIX PHCKOB IIPH PA3JIMYHBIX THIIAX HACIICTOBAHHUS.
6ones3Heit

6.2 [IpexonuenuuoHHblii  |[(OCHOBBI MPEKOHLEIIMOHHON MPO(PUIAKTUKI T1K-3
CKPUHMHT HaCJIeICTBEHHbIX OoJe3Hel. [IpekoHIennoHHbII

CKPUHMHT HaCIIeICTBEHHBIX 3a00JIeBaHUM.

6.3  |[IIpemmmnanTanuonHo [[IperMIUIaHTAIIMOHHOE T€HETHYECKOE [1K-3
€ FreHeTHYecKoe TECTUPOBAHUE ITPH BCIIOMOTATEIILHBIX
TECTUPOBAHUE PENPONYKTHUBHBIX TeXHOJOTusX. OcOOeHHOCTH

oopMIIeHUS 3aKITIOUEHHUS 1O
MPEUMIITIAHTALIMOHHON AUATHOCTHKE.

6.4 [IpenaranbHas B03MOXHOCTH HcclenoBanus iogHoro matepuana [[1K-3

JTMarHOCTHKA U1l yCTaHOBJICHUS T€HETUYECKOTO CTaTyca

peOeHka. [IpeHaTaibHbI CKPUHUHT U MHBA3HBHAS
TMarHocTuka. MeTojipl NpeHaraibHou
JIMarHOCTUKU XPOMOCOMHBIX M MOHOI'€HHBIX
6onesneil. [IpenatanbHbIN CKPUHUHT
XPOMOCOMHBIX HapYIICHUH (CKPUHHUHT TIEPBOTO
TpUMECTpa, HEMHBA3UBHBIN NIPEHATATIBLHBIN TECT).
B0O3MOKHOCTH ¥ OrpaHUYEHUS ITPEHATAIBHON
JTIMarHOCTUKU MOHOT€HHBIX U XPOMOCOMHBIX

6onesneil. Tumel mIogHOrO MaTepuana u ux




[IPUTOAHOCTD JJISl Pa3JIMYHBIX BUIOB THArHOCTUKH.
OcobOenHocTH 0OPMIICHUS 3aKJITFOUCHUS 110
[peHaTaJbHOW JUArHOCTHUKE.

6.5 HeonaranbHb1il HeoHnatanbHbIN CKPUHUHT HACJIEICTBEHHBIX [1K-3
CKPUHUHI 6onesneii B Poccuiickoit denepannn: MeTombl,
HacJeCTBEHHBIX BO3MOXXHOCTH U orpannyenus. Oco0eHHOCTH
Oone3Heit o(hOpMIIEHUS U BBIJAYH 3aKIIOYCHUHN 10 CKPUHUHTY

HOBOPOXKJI€HHBIX. KOHTpOIIb KauecTBa
MCCJICIOBAHUN TP HEOHATAJILHOM CKPUHHUHTE.

6.6 OTudeckue npodIeMbl (DTUYECKUE IPOOIEeMBbI T€HETHIECKOrO [1K-3
MEIUIIMHCKON TECTUPOBAHUS, JIEUEHUS U TPOPUIAKTUKH
TE€HETUKH HACJIC/ICTBEHHBIX 00JIE3HEH.

KoHcynbTHpOBaHKE MO BOMPOCcaM J1ab0opaTOpHbBIX
MCCJIEOBAHUM.

6.7  |[IIpomexyrouHas KoHTpoJb pe3yabTaToB 00y4eHHUs B paMKaXx [1K-3

aTTecTanus 1o ocBoeHus TeM 6.1-6.6.
MOJYJTIO 6
Monayas 7. Oxkazanue MeIUIIMHCKON MOMOIIM B IKCTPeHHO# dopme

7.1 Oxka3aHue HopmatuBHO-TIpaBoBO€e perynupoBanue okazanust [[1K-5

MEAUIMHCKOU MEIUIIMHCKOW MTOMOIIIM B SKCTPEHHOH opme.
MIOMOIIY B IKCTPEHHOM |/[narnocTrka coCTOIHUMN, TPEOYIOIIMX OKa3aHUs
¢bopme MEIUIIMHCKON TOMOIIY B 3KCTPEHHOH (opme.

KoMMyHHKaIMs CO CiTy>KOaMH CriaceHusl,
BBIC3/IHBIMH OpHUrajJjaMu CKOPO MEIUIIMHCKOM
[MOMOLIH, TAIUEHTOM, €r0 3aKOHHBIM
[IPECTABUTENIEM U OKPYKAIOLIMMHU JIMLAMU.
TpancnopTupoBKa 1 UMMOOMIIN3AIHS TTALUEHTA.
Cepneuno-nerounas peanumanus. OcTaHOBKa
HapyKHbIX KpoBoTeueHuil. O0ecneueHue
MIPOXOAMMOCTH JbIXaTeNbHbIX yTel. [IpomMbiBaHme
kenmynka. [IpuMeHeHne corpeBanyst U OXJIaXIEHUS.
[IpoBeneHnEe TEPMOU30JILIMU U COTPEBAHUS IIPU
BO3/ICHCTBUM HU3KUX Temneparyp. [Ipumenenune
JIEKapCTBEHHBIX MIPENapaToB U MEAUIIMHCKUX
N31eIINH.

7.2 IIpomexxyTounas KoHTpoJb pe3yabTaToB 00y4eHHUs B paMKaXx [1K-5
arTecTauys 1o OCBOEHUS TeMBbI 7.1.

MOAYJIT0 7
Monyas 8. IIpakTuka

8.1 [IpoBenenue YyacTue B IpOBEICHUH J1a00paTOPHBIX [1K-1, TTIK-2, TIK-
nabopaToOpPHBIX WCCIIeIOBAHUM I IUAarHOCTUKHU BpoxkaAeHHbIX 1 |3, [IK-4
HCCIeIOBaHUM JIJIst (unn) HacJIeCTBEHHBIX 3200IeBaHMil: BHITOTHEHUN
JTMarHOCTUKU 1abopaTOPHBIX HCCIEIOBaHUH B LIETSX
BPOXKJIEHHBIX U (MJIM) |yCTAHOBJICHMS MUJIM YTOUYHEHUS TUArHO3a
HACJIeICTBEHHBIX BPOXKJIEHHOTO U (MJIN) HAaCJIEICTBEHHOTO
3aboeBaHui 3a00JIeBaHNUs Y MMALIMEHTOB U YWICHOB UX CEMEH;

BBHITIOJTHEHUH JTA00PATOPHBIX UCCIICOBAHUH IS
HA3HAYCHUS U KOHTPOJIS 2P EKTUBHOCTH JICUCHUS
BPOXKJICHHBIX M (WJIM) HACJICACTBCHHBIX

3360J’ICB3HPII>1; OopraHm3alnv U OCYIICCTBJIICHUHN




KOHTPOJISI KaueCTBa A0 OpaTOPHBIX UCCIICIOBAHUI C
MCTOIb30BaHUEM OMOXMMHYECKIX, Macc-
CHEKTPOMETPUYECKUX, MOJIEKYIISIPHO-
FeHETUYECKHU X, LINTOT€HETUYECKUX, MOJIEKYIISIPHO-
[IUTOT€HETUYECKUX METOJIOB; aHAJIU3€E PE3yJIbTATOB
abopaTOPHBIX MCCISNOBAHUN SISl TUATHOCTHKU
BPOXJICHHBIX U (MJIA) HACJIEICTBEHHBIX
3a00J1€BaHUH Y MAIIMEHTOB U YJIEHOB UX CEMEN;
COCTaBIIEHUH U 0(OPMIICHUU KITMHHUKO-
MabopaTOPHOTO 3aKIIFOYCHUS O pPe3yJIbTaTax
MabopaTOPHBIX MUCCICTOBAHUN SISl TUATHOCTHKHU
BPOXIECHHBIX U (MJIM) HACJICICTBEHHBIX
3a00yIeBaHUH y TTAIIMEHTOB M YJICHOB UX CEMEH;
OpPraHU3alMOHHO-METOANYECKOM 00€CIIeYEeHUN
BBITIOJIHEHUS J1a0 OpATOPHBIX UCCIEAOBAHMM JIJIst
TUArHOCTUKH BPOXKICHHBIX U (HJIN)
HACJIC/ICTBEHHBIX 3a00JIEBaHUN y TAI[UEHTOB U
YJIEHOB UX CEMEi; KOHCYJIbTUPOBAHUU
MEIUIIMHCKUX paOOTHUKOB Ha ATare Ha3HAYCHUS U
[MOJITOTOBKY MAIlMEHTa K MPOBEACHUIO
mabopaTOPHBIX MU CCIETOBAHUN SIS TUATHOCTHKU
BPOXJAEHHBIX U (MJIM) HACJIEICTBEHHBIX
3a00J1€BaHUH y MAIMEHTOB U YJIEHOB UX CEMEH;
KOHCYJIbTUPOBAHUU Bpayeii-CleuaIicTOB M0
pe3ynbTaTaM MpoBEAEHHOT0 J1a00paTOPHOTO
MCCIICIOBAHUSI, B TOM YU CJIE /ISl HA3HAUCHUS U
KOHTPOJIS 5PPEKTUBHOCTH JICUCHHSI BPOXKICHHBIX U
(W) HACJIEICTBEHHBIX 3a00JIEBAHMH Y MTAIUEHTOB
1 YJICHOB WX CEMeEii; BBITIOJHEHUH JTa00paTOPHBIX
MCCIIEIOBAHUM JUIsl OCYIIECTBICHUS MEIUIIMHCKUX
MEPONPUATHH IO TPO(PUIAKTUKE BPOKICHHBIX
(unn) HacaeqCTBEHHBIX 3a001eBaHmil; 0opopMIeHUN
MEIUITUHCKOM TOKYMEHTAITUU TIPU BBITOJTHECHUT
abopaTOPHBIX UCCISIOBAHUN JIS TUATHOCTHKHU
BPOXJAEHHBIX U (MJIM) HACJIEICTBEHHBIX
3a00J1eBaHUH Y MAllMEHTOB U YJIEHOB UX ceMeil, B
TOM uyHnciie B GOpMe IEKTPOHHOTO JOKYMEHTA;
OpraHU3alUU JeSTEIbHOCTH HAXOAIIErocs B
pacnopsKEHUU CPEHEro U MJIaAIIEro
MEIUIMHCKOTO IepCOHAA.

8.2  [IlpomexyrouHas KOHTpOJIb pe3ynbTaToB 00yYEHHs B paMKax [1K-1, TIK-2, I1K-
aTTecTamus 1o pazznena npaktuku 8.1. 3, [1K-4
MOJYJTIO 8

V. ®opmbl arTecTamuu ’

9. [IpomexxyToyHas aTTeCTaIMs TPOBOAUTCS 10 OKOHYAHUH OCBOSHHSI Ka)KI0T0 MOIyIst [IporpaMmsl.
dopma MPOMEKYTOUHOM aTTeCTAllMU O KaXKIOMY MOAYJIIO ONpEIeNsIeTcs] yueOHbIM MJIAHOM.

[IpomexxyTounast arTecTamus 1Mo Momyito | BKJIOYaT B ceOs pElICHHE TECTOBBIX 3aJlaHUA U
CUTYaIIMOHHBIX 3a7a4 B COOTBETCTBHU c CoZiepKaHUEM MOZYJIA
Y TUTAHUPYEMBIMH pe3yJIbTaTaMu 00yYEHHUS.



[IpomexxyTounasi arrectamusi mo MomysisiM 2-17 AODKHA BKJIIOYATh B ce0sl pelIeHHE TECTOBBIX
3a/1aHU, CUTYallHOHHBIX 3aj1ad4, JIEMOH CTPALIUIO yMEHUHI B CUMYJIMPOBAHHBIX
U KIMHUYECKHX YCJIOBUSIX B COOTBETCTBUM C COJIEpXKAHUEM MOIYJ U IUJIAHUPYEMBIMH pe3yJibTaTaMu
o0y4eHusl.

[IpomexxyTounas arrectamus mo MoayJo 18 10mKHa BKIIIOYATh B ce0sl pellieHNE TeCTOBBIX 3aJaHuH,
CUTYallHOHHBIX 3a7ad, JEMOHCTPALMI0O YMEHHH B CHMYJIHPOBAHHBIX YCIOBUAX B COOTBETCTBUU C
cozep>KaHMeM MOJYJIS U IIJIAHUPYEMBIMH pe3yJbTaTaMu 00y eHHUSL.

[TpomexyTouHasi arTectanusi Mo MoAymo 19 nomKHa BKIOYaTh B ceds OLGHKY OTYeTa O
IIPOXOXKJICHUU IIPAKTUKHU, CONEPIKALIEr0 IEPEYeHb NPUMEHEHHBIX YMEHHMM B XOAE y4acTUs B OKa3aHUH
MEIUIUHCKON MOMOIIM C YKa3aHUEM KOJIMYECTBA CIIy4acB IPUMEHEHMS Ka)XIOrO YMEHWs, BBIIIOJIHEHUS
MaHHUITYJSILHH.

Kpurtepun ycnenHoro npoxoxJIeHusi IpOMEKYTOUHON aTTeCTalMu: MPaBUIbHbIE OTBETHI HA TECTHI
71%; nemoHcTpals yMEHUH 110 YeK JIMCTaM 0e3 3HaUUTEIbHBIX OIINOOK, B TOJIHOM 00beMe, CUTYalli OHHbIE
3a/1aui 0€3 3HAUMTENIbHBIX OIIMOOK B JIEUEHUU U TUATHOCTHKE.

Wrorosast arrectanuss mpoBoguTcs B (opMe SK3aMEHA, KOTOPbI BKJIIOYAeT B ce0sl peleHue
TECTOBBIX 3a1aHUH, CUTYyallHOHHBIX 3aj1ady, JEMOHCTpPALUIO yMEHUU
B CUMYJIMPOBaHHbIX M  KJIMHHYECKUX  ycJlOBUsX.  MroroBas  arrectanuss  HPOBOAMUTCS
JUI OLEHKM CTENEHU JOCTIKEHHUS OOydYaloIMMUCS 3alVlAaHUPOBAHHBIX pPE3yJbTaTOB OOY4YEeHHs IIO
[IporpaMmMe u JOMKHA BBIABISATH TEOPETHUECKYI0 M TPAKTUYECKYI0 MOATOTOBKY OOYYaroIIerocs.
OO6yuaromuiics JIOITyCKaeTcs K HUTOTrOBOU aTTeCTaluu
IIPU YCIEIIHOM IPOXOXKIEHUH IPOMEXKYTOUHBIX aTTeCTalluM, Ipeny cMOTpeHHbIX [IporpaMMoii.

OOyuaromuiics, ocsouBwmii IIporpaMmy u ycrmemHo npomeqIMid HTOrOBYIO aTTECTalUIo,
MONy4aeT JOKYMEHT O KBaM(UKALIUU — TUTIIOM O TTPOo(hecCH OHAIBHOM MepenoArOTOBKE.

10. Onenounbie Marepuasl [IporpaMmmel GOPMHUPYIOTCS OpraHU3aIUe IS TPOBEICHUS TEKYIIET O
KOHTPOJISI, IPOMEXYTOUHBIX aTTECTAllUid, UTOTOBOIM aTTECTALlMM B COOTBETCTBUH C COIEPKAHUEM MOAIYJei
U TUIAHUPYEMBIMHU pe3yibTaTamMu oOyueHus. Kaxnoe 3ajaHue OIIEHOUHBIX MaTepUajioB JOJHKHO ObITh
COOTHECEHO C pe3yJbTaTaMu 00y4eHHUs, JI OLIEHKH KOTOPbIX OHO MpenHasHadeno. ®OC mpunoxkenue 1

IIpumep TecTOBOIO 3a7aHUA

Mucrpykuusi: Beibepute ouH MpaBUIbHBINA OTBET

Bormpoc (3aganue) BapuanTsl oTBETOB [IpaBuibHBIN OTBET Konpl pe3ynbraroB
o0yueHus
CexBeHHpOBaHUE A) pecTpUKIIMOHHOE B 1.33
Ie30KCUPHUOOHYKIIEMHOBOM [KapTHPOBaHUE
KHCJIOTHI - 3TO NI€30KCUPHUOOHYKICUHOBO

W KUCIIOTHI

b) nozunnonnoe
KJIOHUPOBAHUE
N€30KCUPUOOHYKIEUHOBO
W KUCIIOTHI

B) onpenenenue
NOCJIE0BATEIbHOCTU
HYKJICOTHIOB
J€30KCUPHUOOHYKIEUHOBO
1 KHUCIIOTHI

I') BeICTpanBanue
KJIOHUPOBAHHBIX
IIOCJIEN0BATEILHOCTEN B
OTIPEJICTICHHOM TIOPSIKE

IIpumep cuTyanmoHHoO# 3a1a4n



HNucTpyknusi: 03HaKOMbTECH C yCJI0BUEM 3a1aun. Ha ocHoBaHMM NOTy4eHHON MHpOpMaLuy JaiTe
pa3BepHyThbI€ OTBEThI HA BOIIPOCHI, IPUBEACHHBIE HUXKE.

YeaoBust

MyxunnHa, 41 rom, oOpaTwics C LENbI0 YTOYHEHHs JUarHo3a: CHHHOLepeOesipHas aTaKcus.
’KanoOwl: markocTh pu Xonp0e, HapyIIeHHe pedu, moxyAeHue Ha 3 -4 Kkumorpamma 3a nociueaaue 2 roga (12
kujiorpamm 3a 5 siet). Cuutaer cedst 60JbHBIM CO IIKOJBHOI'O BO3PACTa - 0OTMEYaach JIerkas MaTKOCTh MpU
X07b0€, TPYIHOCTH TPHU BBHINOJHEHUH HEKOTOPBIX YIpakHEHUH (IMpbDKKK dYepe3 Ko3ja), HO BCeraa
3aHUMAJICS CIOPTOM. YXyAlIeHHe ¢ 25-28 jieT B BUJAE pPEUEBBIX HApYyIIEHUH - "3amieTarommics sA3bIK'.
MennenHnoe nporpeccupoBanue 3a0oneBanus. CemeliHbIil anaMHe3: y oTra (70 JIeT) CXOmMHbIE CUMITTOMBI.
[To naHHBIM MarHUTHO-PE30HAHCHON TOMOTpady TOIOBHOrO Mo3ra (TIpeacTaBieHbl qanubie ot 2020 roxa,
2022 roga u 2023 roma): atpodust remuchep Mopkedka. ENMHUYHBIE 04aroBble U3MEHEHUS! COCYIUCTOrO
renesa. be3 nuHamuku. B HeBponmornyeckom craryce: aTakcusi, CKaHAMPOBaHHAs peyb, MOJMHEHpONaTHs,
MHUMOIIONa/IaHNe TTPU BHIMOIHEHNUN NaJIbIIEHOCOBOM MPOOHI.

3ananus

1. Kakoit Tun Hacineq0BaHUs aTAaKCUU MOXKHO IIPEIIOIIOKUTh B IAHHOM citydae?

2. Kakue 0coOeHHOCTH aTOr€HHBIX BAPUAHTOB XapaKTEPHBI AJIs IMarHo3a "Mo3KeuKkoBas arakcus'"?

3. CocraBbTe MJIaH MOJIEKYJIIPHO-TEHETUYECKOro 00CIIeJOBaHUS MAallMEHTa.

4. YV nanueHTa BbIsIBJIEHA TeTepo3uroTHas skcrancus ;mHoi B 43 CAG noBTopoB B reHe AT XN1
(HOpMapHOE 3HAUYEHHUE NMOBTOPOB HAXOAMTCS B AMAana3oHe OT 6 10 39): KakuMu METOAAMH M CCIIEIOBAHUS
MOXKHO BBISIBUTH JIAHHBII NAaTOT€HHBIA BapHaHT?

5. HeoGxonuMblI Jiu 1ONOIHUTENbHbIE NCCIIE0BaHUS IPOOAH1y WM YJIEHAM €ro CeMbU?

JTaJIOHbI OTBETOB

1. B naHHOM city4ae npeamnoJiaraeTcsi ayToCOMHO-IOMUHAHTHBIM TUIT HACJIEOBaHUSI.

2. IlpyunHON aTakcui 4YacTo SBISIOTCS JUHAMUYECKHME MYTAllMM - [AaTOT€HHbIE BapUaHTHI,
CBSI3aHHBIE C YBEIMUYEHHEM YHCIIa IOBTOPOB B IeHaX.

3. IlnaH MOJEKyJIIpHO-TEHETUYECKOro 00CIIe0BaHUs OyleT COCTOSITh U3 HECKOJbKUX 3TamoB: 1)
MOMUCK AKCMAHCHUN B YaCTBIX M€HAX aTaKCHIl ¢ MCIOJIb30BaHUEM METOJA MOJIMMEPa3HOM I[eMHON peakluu ¢
aHAJIM30M IOBTOPOB METOAOM »3JeKTpodope3a B MOJIMAKPUIAMHAHOM rejie JUOO € MCIONb30BAHHEM
MEUEHHBIX MpaiiMepoB W TpOBENCHHEM (ParMEHTHOrO aHalIM3a Ha TEHETHYEeCKOM aHaim3arope; 2)
HCCJIeIOBaHNE PK30Ma HMJIM MMaHEJIM T€HOB JJIs MOMCKa TOUKOBBIX BAPHAHTOB U MaJbIX JIeJIeUi (MHCepLUii)
B reHaxX HACJIECTBEHHBIX aTaKCUii; 3) XpOMOCOMHBIM MUKPOMATPUYHBIA aHAIIM3 WJIM aHAJIM3 F€HOMa NS
MOMCKA MPOTSHKEHHBIX JeNieluil (MHCepIHii) B TeHaX aTaKCUi.

4. IlonumepasHas 1emHasi peakius - IpoBepka Je30KCHPHUOOHYKIEHHOBON KUCIOTHI-aMIUIHHKaTa
(GIyopecieHTHBIM METOI0M, MOoJIMMepa3Hasi IeMHas peakius ¢ MeYeHHbIMU MpaiiMepaMu - (pparMeHTHBIN
aHaJM3, aHAJIW3 TeHOMA Ha KOPOTKHUX U Ha JUIMHHBIX MPOYTEHUSX.

5. UccnenoBanue oTua npobaHaa i HOATBEPXKAECHUSA cerperanuu 3a00j€eBaHUsS B CEMbE U
MOATBEPAKAEHUA Auarsos3a otua. OocnenoBaHne KPOBHBIX POJCTBEHHUKOB 110 OTLOBCKON JTMHUH, UMEIOIIUX
nposiBiaeHus atakcuu. [Ipu nomydernnn nHGOPMUPOBAHHOTO COTTIACHS - 00CIIE0BaHHE COBEPIICHHONIETHUX
0eCcCHMIITOMHBIX KPOBHBIX POJCTBEHHUKOB TpoOaH/a.

Konsl pesynbraToB ooyuenus: 1.32, 1.37, 1.39, 1.316, 1.y5, 1.y6, 1.y10, 1.y14, 2.34.

VI. Opranu3anuoHHo-NeAarornyeckue ycaopus peaansanun [llporpammer °

11. TpeboBaHusI K KaApOBBIM yCIOBUSM peajim3anuu [IporpaMMel:

Peamuzamus  IIporpammbl  obecrieunBaeTcs paOOTHUKAMM OpraHu3aluMd W (MIM) JIHIIAMH,
IIPUBJIEKAEMBIMU HA UHBIX YCIIOBHSIX.

KBamu¢ukanus paOOTHHUKOB opraHuszanuy, peanusyromux IIporpammy, nomkHa OTBeYaTh
KBJIM(UKAIIMOHHBIM XapaKTepUCTHKAM, YCTaHOBJECHHbIM B EMWHOM KBalM(UKALMOHHOM CIPaBOYHHKE
JOJKHOCTEH pYKOBOAMUTENEH, CIEIUAINCTOB U CITyKalluX, pasaene "KpamupukanoHHble XapaKTepUCTUKN
JOIDKHOCTEH pYKOBOIUTENEH U CIENMANMCTOB BBICHIETO MPOPECCHOHANBHOIO W JOHNOJHUTEIBHOTO
npodeCCHOHANBHOrO 00pa3oBaHUsA", YTBEP)KICHHOM NpHUKAa3oM MMHHHCTEpCTBA 3ApaBOOXpAaHEHUS |
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connanbHOro pasputus Poccuiickoit @emepannm ot 11 susaps 2011 . Ne 1120, u npodeccnonanbubm
cTanaapraM (Ipu HaJUYUH).

Jlekiuu MpPOBOIATCS JIMIIAMHM, UMEIOLIMMU YYEHYIO CTENEeHb KaHJIWJaTa WM JOKTOpa HayK M
©XKEero/iHple MyOJIMKAlMK B PEICH3UPYEMbIX HAYYHBIX H3IAHHSX 32 MOCJIEIHUE 5 JIET, IPU 3TOM JICKIIHH
MOMyJii 7 TPOBOMSTCS JIMIIAMHU, HMMEIOIUMU aKKPEAUTAIMIO 110 OIHOM W3 CIENHAIbHOCTEH:
" AHecTe3nonorusa-peaHumarosiorus”, "Ckopass ~ MEOMLMHCKAasT  MOMOUIb",  OCYIIECTBIISIIOIIUMHU
MEJUIIMHCKYIO IeSITETbHOCTb 110 OIHOM U3 cCennaibHOCTEN: ""AHecTe3nonorus-peannmaronorus’”, "Ckopas
MEIUIIMHCKAS ITOMOIIG " ¥ UMEIOIIUMHU CTAX TaKOH AeITEILHOCTH HE MeHee 3 JIET.

He menee 70% oObema 3aHATUN CEMHUHApPCKOrO TUIA MPOBOAATCS JIMLIAMHU, UMEIOIMIUMH YUYEHYIO
CTeleHb KaHauaTa Ui JOKTOpa HayK.

3aHATHS CEMUHAPCKOTO THIIA MOMYJISA 7 TPOBOMSTCS B TPYIIE OOYYAIOIMUXCS YHUCICHHOCTBIO HE
6osee 10 yenmoBeK JMIIAMH, HMEIOIUMHU aKKPEIUTAIUIO 110 OJJHOHM U3 CIIeHaIbHOCTEH: " AHECTE3NOIOT U -
peanumatonorus”, "Cxopast MEIUIIMHCKAs! TOMONIb ", OCYIIECTBISIONMMU MEAUIIUHCKYIO AEITETbHOCTD 110
ONHON U3 croenuanbHocTeil: "AHecTte3nonorus-peanumaronorus”, "Ckopas MeAMIMHCKAs MOMOIIL" U
HMMEIOIIMMHU CTaXK TAKOM JIEATEIbHOCTH HE MeHee 3 JIeT.

12. TpeboBanusi K KagpoBOMY oOecredeHuro peanusauuu IlporpamMmbl B 4acTH HpPaKTUYECKOM
MTOJArOTOBKHU:

3aHATHS CEMUHAPCKOro THUIAa MOAYyJeH 2-6, mpemycMaTpuBaloOlIue MPaKTUYECKYIO MOATOTOBKY B
COOTBETCTBHM C y4Y€OHBIM MJAHOM, MPOBOMSATCS B TPYIIEe OOyYaroIIMXCs YHCIECHHOCThI0 He Oomee 10
YeJI0BEK JIMIAMU, UMEIOIMMH aKKpEeIUTalUI0 0 OHON U3 cnenuanbHocTeil: "JlabopaTopHas reHeTuka',
"Tenetnka", OCYHIECTBIAIOIIMMHA MEIULUHCKYIO JEATEIBHOCTh IO OJHOM M3 CIENHAIBHOCTEH:
"JlaboparopHasi renetuka", "['eHeTHKa" W UMEIOIMMU CTaXX TAKOH NESITEIbHOCTH HE MEHee 3 JIeT, WiH
JUIAMH, HMMEIOIIMMHU aKKpPEAUTAlMI0 CIeNHaInucTa 1o Jo/bKHOCTH "buomor", ocymiecTBISIONUMU
COOTBETCTBYIOLIYIO MEAUIIMHCKYIO AESTENbHOCTh U UMEIOIIMMHU CTaXK TaKOM JESITEIbHOCTH HE MeHEee 3 JIeT.

Monyns 8 mpoBOAMTCS B TPyIIe OOYyYaIOIIMXCS YHUCICHHOCTBIO HE 0oliee 5 dYeloBeK JIMIaMH,
MMEIOIMMU aKKPEAUTAIMI0 MO OMHOW u3 crnenuanbHOcTei: "Jlaboparopnas reHermka", "l'enermka",
OCYIIECTBISIOIMMI MEIUIIMHCKYIO JeATeIbHOCTh IO OAHOW U3 crnenuanbHocTei: "JlaboparopHas
rereruka", "['eHeTHKA" M UMEIOIIMMH CTaXK TAKOM AESITEIILHOCTA HE MEHee 3 JIeT, TN JINI[aMU, HMCFO IIUMH
aKKpEIUTAlMI0 CIElHalicTa MO0 AOMKHOCTH "buomor", oCyHIeCTBISIOMIMMHU COOTBETCTBYIOLIYIO
MEIUIUHCKYIO AeSTeIbHOCTh U UMEIOIIUMU CTaX TAKOU NESTEIbHOCTH HE MEHEE 5 JIeT.

13. TpeGoBanwms K MaTepUaIbHO-TEXHUUECKOMY 00ECIIeueHHI0 peanu3anuu [Iporpammet:

Opranmzanus o0ecrednBaeT COOIOACHUE CICIYIONUX TPEOOBAHHUI K MaTepuagbHO-TEXHUIECKUM
yCIoBHsIM peanm3aruu [IporpaMmer:

Monynb TpeOoBanuss K  MarepUaJbHO-TEXHMUYECKMM  YCIOBMSIM

peanusauuu [Iporpammel
Monyinb 1. OcHOBBI MEIULIMHCKOM 1. Hanmnuue yuyeOHbIX ayAUTOpUH IJIOINAbI0 HE MEHEE 2,5 KB. M.
TEHETUKHU Ha OJIHOTO OOYyYaroILIerocsi, OCHAILIEHHBIX BUEONPOEKIIMOHHOM
anmnaparypou u HEOT'paHUYEHHBIM JOCTYIIOM K

WH(pOPMAIIMOHHO-TEJICKOMM YHUKAIIMOHHOU ceTn "MHTepHer".
2. Hanuuue KOMILIEKTa JMUEH3WOHHOTO MPOrPaMMHOTO
obecrniedeHus, BKJIIOYas CBOOOAHO pacmpoCTpaHsIeMOE, B TOM
YHCJIe OTEYECTBEHHOr 0 MIPOU3BOJCTBA: OlEPAL[MOHHAs CUCTEMA,
TEKCTOBBIM  PENAKTOp, PpEOAKTOp Npe3eHTaluuii, ydeOHas
MEIUIMHCKAsE MHPOpMAIIMOHHAS CHCTEMA.

Monyns 2. Opranusanus 1a00paTopHO-
TEHETUYECKUX MCCIICIOBAaHUHN

Monynb 3. MonekynsipHOreHeTH4eCK1e
METO/Ibl JTUArHOCTUKHU HACIEICTBEHHBIX
Oone3Hei
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Monynb 4. LluToreHeTnyeckue MeToAbl
JIMarHOCTUKH HACJIEACTBEHHBIX
Oose3Hel

Monynb 5. BuoxuMuueckrne MeToabl
MAarHOCTUKH HACIEACTBEHHBIX
Oose3Hel

Momyns 6. [IpodumakTrika
HACJIeICTBEHHEIX 00JIe3HEel

Monynb 7. Oka3zaHue MEAUIIMHCKON 1. Hamuure yueOHBIX ayIUTOPUH IITOIABI0 HE MeHee 2,5 KB. M.
MOMOIIIM B DKCTPEHHOU opme Ha OIHOTO OOYYaIOIIErocsi, OCHAIICHHBIX BUJCOMPOCSKIIMOHHOM
amnmaparypoi u HEOTpaHUYEHHBIM JOCTYTIOM K

nH(OPMAIIOHHO-TEIEKOMMyHUKalIMOHHOM ceTH "MHTepHer".
2. Hanuuume KOMIUIEKTa JIMIEH3MOHHOIO IPOrpaMMHOIO
obecrnieyeHusi, BKJIOYas CBOOOIHO pacHpoOCTpaHsIEMOE, B TOM
YHCJIE OTEYECTBEHHOrO IIPOU3BOCTBA: ONEPALlMOHHAsI CUCTEMA,
TEKCTOBBIM  pEeJaKkTop, peNakrop Mpe3eHTalui, ydeOHas
MEIUIMHCKas: HHPOPMaI[MOHHAs CUCTEMA.

3. Hasmuue TpeHaxxepoB (CUMYJIATOPOB) C 0OPAaTHOM CBSA3BIO 1JIs
OKa3aHUS MEIUIMHCKOH TIIOMOLIM B 3KCTpPEHHOH (opme,
ITO3BOJISIFO X ¢dbopmMupoBaTh clenyromue YMEHUSA:
Ollpe/eJIeHNEe HaJIW4usl MPU3HAKOB IKU3HU; OOecredeHue
IIPOXOJMMOCTH [JIBIXaTEIbHBIX ITyTEH; BPEMEHHAs OCTaHOBKa
Hapy>KHOTO KpPOBOTEUEHHUS; IPOBEACHHE CEPIEUHO-IErOYHON
peaHMMalMy ¥ MHOJACpP)KAHHE IPOXOAMMOCTH [JbIXaTEIbHBIX
IyTed;  MCIOJIb30BAHME  ABTOMATMYECKOrO  HApy>KHOTO
nedubpuisTopa; HaJIOKEHUE OKKJTFO3UOHHOMN
(repmeTH3MpYIOLIEii) MOBA3KH MPH PAaHEHUU TPYIHOM KIIETKU;
IIPOMBIBAHHE  JKENMylKa; IpUAaHue W NOAAEpKaHUE
ONTUMAJIBHOIO  MOJIOKEHUS ~ Tela  MOCTPaJaBIIEro B
3aBUCUMOCTH OT €r0 COCTOSIHHUSL.

14. TpeboBaHUs K MaTepualibHO-TEXHHUYECKOMY oOecrnedeHuto peanu3anuu [IporpaMMbl B 4acTu
MIPAKTUYECKOU ITOATOTOBKH:

[TpakTHdeckas TOArOTOBKa 00yJaromumxcs IpH peanuzanun [IporpamMMsl odecreunBaeTcst MyTeM UX
y4acTHsi B OCYIIECTBIECHUH MEIUIIMHCKON JEATENLHOCTH ! B MEIMIIMHCKUX OpPraHu3amusx, U (MIn) MHBIX
OpraHu3alMsIX, OCYLIECTBISIOUIMX JEATENBHOCTh B cepe oXpaHbl 310poBbs rpaxkaaH B Poccuiickoit

denepaunu  (nanee BMecTe - 0a3bl MPAKTHYECKOW TOATOTOBKM), COOTBETCTBYIOIIUX —CIEAYIONIHM
TpeOOBaHUSM:

HaumenoBanue Mmomysiei, TpeboBaHus kK 6a3aM MPAKTHYECKOM MOATOTOBKU M UX MOIIHOCTHU B

TEM, Pa3/EJIOB MPAKTHKH pacuere Ha 1 oOy4aromerocs npu peanusanuu [IporpamMmer

Moayas 2. Opranu3anus 1a00paTOPpHO-TeHETHYECKUX UCCIAeA0BAHUM

Temel, OcymiecTBiIeHUE MEAUITUHCKON J1eSITeIbHOCTH, MPEyCMaTPUBAIOIICH:
MpeaycMaTpUBAIOIINE 1) opraHu3anuio 1 BeIIOJHEHUE Pa0OT (YCIyr) MPU OKa3aHUH
MPAKTUYECKYIO TOITOTOBKY |CHEIHATM3UPOBAHHON MEIUITMHCKOM MTOMOIIH B YCIIOBHUSX THEBHOTO
cTanmoHapa u (WIn) CrenualTu3upOBaHHON METUIIMHCKON MTOMOIIHN B
CTAI[MOHAPHBIX YCIOBUAX U (MJIM) MIEPBUYHON CrEIUaIN3UPOBAHHON
MEIUIIMHCKOM IMOMOIIY B YCIOBHSX JTHEBHOIO CTAllMOHApa U (UJIH)
[MEPBUYHOMN CHENHATU3UPOBAHHON MEIMITMHCKON ITOMOIIH B
aMOyJIaTOPHBIX YCIOBUSX (HAJIMYKUE COOTBETCTBYIOLIEH JIMI[EH3UN) 110
abopaTopHOI TEHETHKE;




2) He MeHee | 3aHATOI MITaTHOW eMHUIIBI TOJDKHOCTH Bpava-
1abopaTOpPHOro reHeTHKa U (WJIM) Bpadya-reHeTrKa 1 (vim) Ouosora Ha 4
00y4Yaromuxcs.

Monyib 3. MoJieKy/IsIpHO-TeHeTHYeCKHe MeTO/bl JUATHOCTUKH HACJeICTBEHHbIX 00J/1e3Hei

Tembl,
[IpENY CMATPUBAIOIIHE
MPAKTUYECKYIO MMOATOTOBKY

Ocy1iecTBIeHNE METUITUHCKON 1eITeIbHOCTH, Py CMAaTPUBAIOIICH:
1) opranu3anuio u BBEITIOTHEHHE PadoT (YCIyT) MPU OKa3aHUH
CIEeIIMATN3UPOBAHHON MEIUIIMHCKON MTOMOIIY B YCJIOBHSIX JTHEBHOTO
cTarmoHapa u (WIn) CrenuaiTu3upOBAaHHON METUIIMHCKON MTOMOIIN B
CTAIIMOHAPHBIX YCIOBUSAX U (HMJIM) MIEPBUYHON CITCIIMATN3UPOBAHHOMN
MEIUIIMHCKOW MTOMOIIIX B YCIIOBUSX JTHEBHOTO CTallMOHApa U (VJIH)
[MEPBUYHON CIIEUATU3UPOBAHHON MEAULIMHCKON TOMOILHY B
aMOyJIaTOPHBIX YCIOBUSX (HAJMYKUE COOTBETCTBYIOLIEH JIMI[EH3UN) 110
nabopaTopHOI TeHETHKE;

2) He MeHee | 3aHATOM ITAaTHOM €IWHULIBI JOJHKHOCTH Bpaya-
1abopaTOpHOro TeHeTUKa U (W) Bpavya-reHeTHKa 1 (1) Ouosora Ha 4

00y4aromuxcsl.

MOIIyJ'Ib 4. HI/ITOFCHCTH'—IGCKHG METOAbI JUATHOCTUKHU HACJIEACTBCHHBIX 0oJ1e3HeH

Tembl,
MpEeLy CMATPUBAOIINE
MPAKTHUYECKYIO MOATOTOBKY

OcymiecTBiieHNE METUITUHCKON IeATEbHOCTH, TPEyCMaTPUBAIOIICH:
1) oprann3anuio 1 BbIIOIHEHHE PadOT (yCIIyT) NpU OKa3aHUU
CHeNHaIN3UPOBAHHON METUITMHCKON MOMOIIH B YCIIOBUSX JTHEBHOTO
cTaluoHapa u (WIK) CeuruanTu3upoOBaHHON MEIUIIMHCKON MTOMOILHU B
CTallMOHAPHBIX YCIOBUAX U (MJIM) MEPBUYHON CeLUaIN3UpPOBAHHOM
MEIUIMHCKOM MOMOILY B YCIOBHSX JHEBHOIO CTallMOHAPA U (UJIK)
[MEPBUYHOMN CIIEIMATU3UPOBAHHON MEIUIIMHCKON TOMOILY B
aMOYJIaTOPHBIX YCIIOBUSX (HAJIMUYKE COOTBETCTBYIOIICH JTUIICH3HH ) T10
mabopaTopHOI TEHETHKE;

2) He MeHee | 3aHATOM MTaTHOW €NMHUIIBI TOJKHOCTH Bpava-
nmabopaToOpHOTro reHeTHka U (WJIH) Bpada-TeHeTHkKa U (uim) Ouonora Ha 4

oOyJaromuxcsl.

Monyas 5. buoxumuyeckue MeTOAbl TUATHOCTUKYU HACJIECTBEHHBIX 00JIe3Hel

TeMmbl,
[peaycMaTpUBAIOIINE
MPaKTUYECKYIO MOATOTOBKY

Ocy1iecTBiieHUE METUITUHCKOM J1eATebHOCTH, TPEeyCMaTPUBAIOIIEH:
1) opranu3anuio u BEINOIHEHUE paboT (YCIyr) MpU OKa3aHUU
CHenUaJIU3uPOBAHHON METUIIMHCKON MOMOIIM B YCJIOBUSAX JHEBHOI'O
CTallMoHapa U (WJK) clelraIu3upOBAHHON MEIUITMHCKOW MOMOIIHU B
CTAI[MOHAPHBIX YCIOBHX U (MJIH) MEPBUYHON CIIEIUaTU3UPOBAHHON
MEIUIIMHCKOM IMTOMOIIY B YCIOBHSX THEBHOTO CTAallMOHApa U (UJIIH)
[EPBUYHON CIIEUUATM3UPOBAHHON MEIULIMHCKON TTOMOILH B
aMOYJIATOPHBIX YCJIOBUSX (HAJIMYKUE COOTBETCTBYIOIIICH JTUIICH3HH ) 110
1abopaTOPHON I'eHETHKE;

2) He MeHee | 3aHATOM MTaTHOW €IMHUIIBI TOJKHOCTH Bpava-
nmabopaTopHOro TeHeTHKa U (W) Bpada-reHeTHKa 1 (1) 6uosora Ha 4

00y4aromuxcsl.

Moayas 6. [IpodpuinakTuka HacaeACTBEHHBIX 00J1e3Hel

TeMmpl,
Mpe1yCMaTPUBAIOIINE
MPAKTHUYECKYIO IOATOTOBKY

Ocy1ecTBiIeHrEe MEAULIUHCKON eI TeIbHOCTH, IPEAYCMAaTPUBAIOIIEH:
1) opranu3anuio 1 BHIIOJIHEHHUE palboT (YCIIyT) MpU OKa3aHUU
CIELNAIN3UPOBAHHON MEAUIIMHCKON ITOMOIIM B YCIOBUSAX JTHEBHOIO
CTallMOHapa U (MJIM) CHeUaIU3MPOBAaHHON METUIIMHCKONW TOMOIIY B




CTAI[MOHAPHBIX YCIOBHAX U (MJIH) MEPBUYHON CIIEIIUATU3UPOBAHHON
MEIUIMHCKON IMOMOIIY B YCIOBHSX JHEBHOIO CTAallMOHApa U (UJIH)
[MEPBUYHOMN CHENUATU3UPOBAHHON MEIMIITMHCKON ITOMOIIH B
aMOyJIaTOPHBIX YCIOBUSX (HAJIMUYKUE COOTBETCTBYIOIIEH JTUIIEH3UH ) 110
1abopaTopHOIi TEHETHKE;

2) He MeHee | 3aHATON MTAaTHOM eIMHUIIBI TOJDKHOCTH Bpava-
nmabopaTopHOro TeHETHKA U (WJIN) Bpada-reHeTHKa 1 (vim) Ouosora Ha 4
00yJaroIIrXCsl.

Monyas 8. IIpakTuka

8.1. OcBOeHME METONIOB Ocy1iecTBiieHH € METUITUHCKOMN J1eATEIbHOCTH, TPEeyCMaTPUBAIOIIEH:
na0opaTopHOH 1) oprann3anuio 1 BHIIOIHEHHUE Pa0OT (YCIIyr) IpU OKa3aHUU
FEHETUYECKON JUArHOCTUKY (CHIEIIUATN3UPOBAHHON METUIIMHCKON MOMOIIY B YCIOBUSIX JHEBHOTO
CTallMOHapa M (W) CHeNUaIn3uPOBAaHHON METUIIMHCKON MTOMOIIN B
CTallMOHAPHBIX YCIOBUX U (UJIM) MEPBUYHON CIIEIMATN3UPOBAHHOM
MEIUIIMHCKOW TOMOIIIY B YCIOBUSAX JHEBHOTO CTAllOHApa U (MJIn)
[MEPBUYHON CIIEIUATU3UPOBAHHON MEAUIIMHCKON TOMOILH B
aMOyJIaTOPHBIX YCIOBUSX (HAJMYKUE COOTBETCTBYIOLLEH JIMI[EH3UN) 110
nabopaTopHOIi TEHETHKE;

2) He MeHee | 3aHATOH ITATHON €IMHHULIBI JOHKHOCTH Bpaya-
1abopaTOpPHOro TeHETHKA U (MJIM) Bpada-reHeTHKa 1 (1) Ouosora Ha 4
00y4aromuxcsl.

15. TpeboBanwus k ucnonb3zoBanuo 0 u JIOT, yueOHO-METOIMUECKOMY 00€CIICUSHUIO peaTu3aliu
IIporpammer:

[lo pemienuto opraHuzauuu JIEKIUU [pu peanuzauuu [IporpaMmbl MOTYT HPOBOAUTHCS C
ucnonp3zoBanueM D0 u JJOT MoaHOCTBIO MW YaCTUIHO.

Hcnonb3oanue D0 u J1OT npu peanusanuu 3aHATHNH CEMUHAPCKOrO TUIIA, IPOBEIECHUM MPAKTHUK,
MIPOMEXYTOYHBIX U UTOIOBOM aTTeCTalui HE JOMYCKAETCs.

Kaxnpiii oOywatomuiicss B TeuyeHHE BcCero Imepuoma oOydeHHs JOJKeH OBITh o0ecredeH
MH/IMBUyaJTbHBIM HEOTPAaHUYEHHBIM IOCTYIIOM K OJHOH WJIM HECKOJBKHM 3JIEKTPOHHO-OMOIMOTEUHBIM
cucteMaM (2JIEKTPOHHBIM OMOMMOTEKaM) W K DIEKTPOHHOW WH(OPMAIMOHHO-00pa30BaTeIbHON cpee
OpraHu3anuu. OIJEKTPOHHO-OMONIMOTeyHast cuctemMa (PNIEeKTpoHHash OuOnIMoTeKa) M ANEeKTPOHHAs
nH(pOopMaIOHHO-00pa3oBaTeNnbHas cpeia JOHKHbBI 00eCreYuBaTh BO3SMOKHOCTD JJOCTYIa 00yJaroierocs us
000 TOYKH, B KOTOPOM MMeeTcs JOCTYH K MH(OpMaIlMOHHO-TeJIeKOMMYHHUKallMOHHOH ceTH "MHTepHeT",
KaK Ha TEpPUTOPUU OpraHU3alluy, TaK U BHE €€.

IlepeueHp y4eOHBIX M3laHUN, B TOM UYUCIE NEKTPOHHBIX, MHBIX MH(OPMALIMOHHBIX MaTEpUAJIOB,
HEOOXOAUMBIX 11 ocBoeHMsI [IporpamMmsl, onpenensieTcst yaeOHbIM IIJIaHOM.

CIIUCOK JIMTEPATYPbI
1. boukos H.II. Kniunnueckasi reneTuka: yaeOHuK. — 5-e uza. — M.: '90OTAP-Menua, 2021. —
592 c¢. ®ynpamenTanbHbIi HCTOUHUK 111 Moayis 1. OXBaTeIBaeT HCTOPHUIO, OCHOBBI HACJIEICTBEHHOCTH,
THUIIBI HACJIEJOBAHMSI, KIMHUYECKYIO CEMUOTHUKY U KJIaCCU(PUKAIUIO HACJIEICTBEHHbBIX O0Ie3HEN.
CopnepxuT riaBbl 10 3THONATOT€HETUY €CKOM TepaIuu.
2. I'murtep E.K., Kyues C.U. Menuuunckas resetuka: yaeOnuk. — M.: I'DOTAP-Menna, 2022. —
1104 c. OcHOBHOI1 Y4eOHUK, AETAILHO PACKPBIBAIOIINI MOJIEKYJIIPHbIE OCHOBBI HACIIEICTBEHHBIX
Oone3Heil, MyTareHes ¥ COBpeMeHHbIE IOIXO0/IbI K JICUCHHUIO (BKI0oYas (apMaKOreHOMHUKY U TEHHYIO
TEpaIuio).
3. lIpuka3 MunuctepcrBa 3apaBooxpanenust P® ot 15 noadps 2012 r. Ne 9171 «O06 yTBepKIeHUH
ITopsinka oxkazaHusi MeAMIMHCKOMH MOMOIIM 00JIBHBIM C BPOKICHHBIMH U (MJIH) HACJIEACTBEHHBIMH
3a0oJeBaHusiMW». HopmaTuBHBIN 1O0KyMeHT 1711 Moyt 2. PernameHTHpyeT opraHu3aluio MEIUKO -
TeHETUYECKUX KOHCYJIbTAllUM, ATANbl OKA3aHUs IOMOIIY U MapIIpyTU3aLHUIO MalueHTOB B PD.



4. KumkyH A.A. YnpasjieHue KauecTBOM J1adopaTopHbIX uccjaenoBanuii. — M.: '90TAP-Menua,
2021. — 368 c. Kimtouesoii uctounuk aist Monyss 2. [TogpoOHO onuckIBaeT MpeaHaIuTHYCCKUI dTarl,
BHYTPHJIA0OPATOPHBIA KOHTPOJIb KauecTBa (Westgard rules), Baauaauo METOAMK U TPEOOBaHUS K
BEJICHUIO JOKYMEHTAllUU B F€HETUYECKOM J1abopaTopui.

5. lllep6o C.H. u ap. MoJjiekyasipHasi KIMHUYECKAsA TUATHOCTUKA. MeToAbl: PyKOBOJCTBO JJIsl
Bpayeil. — M.: 'DOTAP-Meana, 2020. — 656 c. ba3oslii nctounuk 1511 Monyna 3. OnuceiBaer
npunnunsl [11P, cexkBennpoBanus no Caurepy, NGS (cekBeHHpOBaHUS HOBOT'O MTOKOJICHUS) U METObI
aHaJM3a MOJy4EHHBIX JaHHBIX (OnonHpopMaTHUeckas 00paboTka).

6. HacaencrBeHHble 00J1e3HM: HAMOHAJbHOE pyKoBoaAcTBO / moa pea. H.II. boukosa, E.K. 'unrtepa,
B.IL Ily3bipeBa. — M.: I'DOTAP-Meana, 2023. — 1024 ¢. OCHOBHOI1 CIPaBOYHUK JIJIsi UTOTOBOM
atrectaiui. CoIep T pa3/ieibl 0 MOJIEKYIISIPHO-T€HETUYECKON JUAarHOCTHKE B OHKOJIOTHH
(OHKOT€HOMUKA), MHTEPIPETAIIMHA BapUaHTOB HessicHOTo 3HaueHus (VUS) u cCoBp eMEHHBIM alrOpuTMaM
JTUATHOCTHUKH.

7. Bopcanosa C.T'., IOpos 10.b., Bounosa B.JO. [luToreHernka u HMTOr¢eHOMUKA B KJIMHUYECKOI
npaktuke. — M.: [IpakTuka, 2021. — 320 ¢. Cnenuanu3upoBaHHbI HCTOUHUK JU1s1 Moayis 4.
OnuceiBaeT coBpeMeHHbIe TeXHOJI0rHU (XMA — XpoMocoMHbI MukpomaTpuuHnslii ananus, FISH, SKY),
UICHTU(UKALIUIO XPOMOCOM U MHTEPIPETAINIO CIOKHBIX [IUTOT€HOMHBIX ITEPECTPOEK.

8. HoBukosg I1.B. u 1p. HeoHaTra/ibHbIII CKPHHUHT HA HACJIEACTBEeHHbIE 00J1e3HH 00MeHAa BelleCTB:
pykoBoacTBO A5 Bpadeil. — M.: I90TAP-Menua, 2022. — 288 c¢. OCHOBHOM UCTOYHHUK 1t Momyis
5. AeranbHO pa30upaeT NpuHUIHUIB TaHAeMHON Macc-ciekTpomeTpun (TMC), maTepriperanuio
pEe3yAbTAaTOB CKPUHUHTA HA aMUHOALIUIOTIATHH U OPTAaHUYECKHUE alliIyPHH.

9. Kynes C.U. (pen.) ®eaepajbHble KINHAYECKHE PeKOMEHIAIUU (IIPOTOKOJIbI) MO BeAEHUIO
MANMEHTOB C MYKOIIOJIMCAaXapu/103aMHu, 00/1e3Hb10 ['o111e, HeCOBEPIIEHHBIM OCTEOreHEe30M H Ap. —
M., 2023. COOpHUK aKTyalIbHBIX KIMHpeKoMeHaanui (Moayis 5 u 7). HeoOxoaum Uit MHTEpIpeTaiuu
OMOXMMHUYECKUX MAPKEPOB U TTOHUMAaHUS YKCTPEHHOM MTOMOIIH IIPY MeTabOoIMYeCKuX Kpru3ax (Hampumep,
MIPH JIM30COMHBIX 0O0JIE3HSIX HAKOTICHHUS ).

10. ITpoduiiakTuka HacJieACTBEHHBIX 00J1e3Hel: pyKOBOACTBO A5 Bpaueii / moa pea. boukosa H.II.
— M.: I'DOTAP-Menua, 2021. — 416 c. Mcuepnbiarommii nctogHuk 17151 Moy 6. OxBaTeIBaeT
MPEKOHIIENIIMOHHBIA CKPUHHUHT, TPEUMIUIaHTallMOHHOE reHeTnueckoe TectupoBanue (I1I'T), stnueckue u
MIPaBOBBIE ACTIEKTHI MPEHATATLHOW JUATHOCTHKH, a TAKKE MEAUKO-T€HETHUECKOE KOHCYJIbTHPOBAHUE.
JlonoJIHUTE/IbHbIE MCTOYHUKH IJIS1 YIJIY0JI€eHHOTO U3y4YeHUs1 MOayJieii:

e Jas Moayas 3 (NGS): Behjati S., Tarpey P.S. What is next generation sequencing? // Archives of
Disease in Childhood — Education & Practice Edition. 2023. (AkTyanbHbIi 0030p TEXHOJOTHIA JJIs
aHaM3a pe3yJbTaToB).

o Jlasi Moayns 7 (QxcTpeHHass noMoub): Kiunuueckue pexomenoayuu « Ocmpas
nepemedxcaiowascs nopgupusay. M3 P®, 2021. (Ilpumep BeaeHUS OCTPOrO I'€HETUIECKU
00yCJIOBJIGHHOTO COCTOSIHUS B PEaHUMAIIHH ).

e Jlast Moayns 8 (IIpakruka): 1ISO 15189:2022 Medical laboratories — Requirements for quality
and competence. (MexIyHapOoAHBII CTaHIAPT, HA KOTOPOM Oa3upyeTcst OpraHu3anus padoThl
reHETHYECKHX JJabopaTopuii B PD).

16. ®unancoBoe obecnedeHue peanuzanuu [I[porpaMMbl TOKHO OCYHIECTBIATHCS B oObeMe HE
HIKE OIPEAEIEHHOIO B COOTBETCTBUM ¢ bromkeTHbIM KogekcoM Poccuiickoit @eneparun u OeaepanbHbIM
3akoHOM Ne 273-D3.


http://ivo.garant.ru/document/redirect/12112604/0
http://ivo.garant.ru/document/redirect/70291362/0
http://ivo.garant.ru/document/redirect/70291362/0

[Tpunoxenue 1
OueHo4YHbIC MATEPHUAJIBI.

CuryanmoHHbIe 321a4U

Kaunnueckas 3angaua 1 YciaoBue: B menuko-renernueckyro korcynpranuto (MI'K) obpatunacek
3I0poBasi Cyrpykeckas mapa. MIx mepBsiii peObeHoK ymep B Bo3pacTe 1 roga or mHeBMOHMH. B anamHese:
3a/iep’kKa MOTOPHOTO Pa3BUTHS, YaCThie HH(EKIIUH, cTeaTopes (KupHbIi cTyn). [Ipun ocMoTpe pebenka
nepesl CMEPThI0 OTMEYATHMCh BBIPAXKEHHAS MMOTJIMBOCTD (M3-3a MOTEPH COJICH ), HU3KUN POCT U «COJICHBIN
MPHUBKYC KOXH. Y BTOpOro pedenka (3 roma) HaOIOJAIOTCS CXO0KHE, HO MEHEE BhIPAKEHHBIC CHMIITOMEI.

e 3Harsb: Tumnel HaclieA0BaHUS MOHOT€HHBIX 3a00JI€BaHM (2yTOCOMHO-PEIIECCUBHBIN), TaTOreHe3
mykoBucuugo3a (CFTR), mpuHIMIBI 3THONATOr €HETUYECKONW Tepanuu (MyKOJIUTHKH,
NaHKpeaTndeckue GepMeHThI, TapreTHasi Tepanus UBakadTopom).

e  ¥YmMmerb: CoOpath HacIEICTBEHHBII aHaMHe3 (TeHeaTornYecKuid METO/1), TPOBECTH pacyer
MIOBTOPHOTI'O pUCKa pOXaAeHUs 00JIbHOTO pedenka (25%).

e  OmnbiT gesteasnocTH: HanpaBnenue cembu Ha JIHK-muarnoctuky yacteix mytaruii rena CFTR,
UHTEPIPETALUS TOTOBOT'O TECTA.

Otger:
1. IlpeaBaputenbHblii AMarHo3: MykoBucuuno3 (kucrohpudpos), cMemannas gopma.

2. Oo6ocnoBanme: Kinaccuueckas Tpuana (OpoHXOJIErOUHBIE U3MEHEHHUS, CT€ATOpes, TOTEPs COJel ¢
MMOTOM — «COJICHBIN Totenyii»). Panauil Bo3pacT ne610Ta U JeTaIbHBIM UCXO MEPBOro pedeHKa.

3. Takruka: [ToaTBepkIeHHE TUAarH03a MOTOBBIM TeCTOM (XJopuasl > 60 MMoib/i). HaznaueHue
CHMITTOMAaTH4eCKOI Tepamnuu BTopomy pederky. Koncynpramus B8 MI'K miis npeHatanbHOR
JTUATHOCTUKH TIPH CIEAYIONIEH 0epeMEHHOCTH.

Kiunnnueckas 3agaya 2 (IlpomexyTouHasi arrecTanus) YcaoBue: Y HOBOPOXKIEHHOIO HA 3-i1 IEHb
KHU3HU MOSBUIIACH KEITyXa, MOua MOTEMHeJa 710 1{BeTa TEMHOI0 ITMBa, obecBeueHHbIi kai. [Ipu Y31 —
yBeJIMYeHHE NTeYeHU. B aHanu3e kpoBu: aHeMHU s, HempsMas TunepOuIpyOrHeMusi, oTpulaTeabHas mpoda
Kymobca.

e 3Harb: DTHONATOrE€HE3 HACIEICTBEHHBIX MTUTMEHTHBIX renato3oB (cuHapoM Kunbsbepa,
Kpurnepa-Haitspa I u Il Tuna).

e ¥YmMern: JuddepeHinpoBaTh HACIEICTBEHHBIE KENTYXH OT TEMOJIMTUIECKON O0IE3HU
HOBOPOXKI€HHBIX.

e  OmnbIT gesTebHOCTH: HaznaueHue aHanmm3a Ha akTUBHOCTh (hepmenTa Y [ D-
TJIIOKYPOHUITPaHCPEepas3bl, pacdyeT 103kl peHobapOouTaa.

Orser:
1. Mmarno3: Cunapom Kpurnepa-Haitspa Il tuna (ymepennsiii nepunut YADI'T).

2. O0ocHoBanue: OTcyTcTBUE remoin3a (oTpunarensHas npoda Kymocea), Hannuue 6unupyOuHa B
Mou€ (3HAYUT, OH KOHBIOTHPOBAHHBIN, HO €r0 MHOT0), XOPOIIHi OTBET Ha (peHobapOuTan
(maayKTOp cHHTE3a pepmeHTa).

3. Otauumue ot I Tuna: IIpu [ Tune HeT xexuu B Kaie u Moue, peHodapouTan HedhheKTUBEH,
TpeOyeTcs: TpaHCIIAHTALINS TTEYCHH.

Knununueckas 3agaua 3 YciaoBue: Bpau-reHeTHK Ha3HAYMII TTOJTHOE SK30MHOE cekBeHupoBanue (WES)
peOeHKY C 3a7ep)KKOi pa3BUTHs. MencecTpa mpoleaypHoro kKabnHeTa B3sijia KpoBb B TpoOupky ¢ D/(TA,
HO OCTaBHJIa €€ Ha JJA0OPAaTOPHOM CTOJIE TP KOMHATHOM TeMIepaType Ha 24 Jaca rnepes OTIPaBKOH B
nabopaTopuio.



e 3Harsb: [IpuHIUIIBI MpEaHATUTHIECKOT O ITana, TpeOd OBaHMS K TPAHCIIOPTHPOBKE OroMaTepuaia
TUISL MOJISKYJISIPHO-T€HeTHY €CKHUX HccienoBanuii (coxpannocts JTHK).

e ¥Ymern: OdopMIsITh HampaBiIeHUE Ha reHeTHIecKoe uccnenoanue (popma Ne 057/y-04 unm
BHyTpeHH:s opma MI'K) ¢ ykazanuem penotuna (HPO-repmunsi).

e  OmnbIT gesiTenbHOCTH: KOHTPOIIE COOMIOACHUS TEMIIEPATYPHOTO PeXXUMa, BhISIBIIEHHE Opaka Ha
npeaHaMTHIeckoM dtarne, padora B JIMC (maboparopHoii nHGOPMAIIMOHHOW CHCTEME).

OTBeT:

1. Ommbka: Hapymienue npeaHanuTH4YECKOro 3Tana. XpaHeHue [elbHON KpoBU Ooinee 24 yacoB npu
KOMHaTHOH TemriepaType Benet k nerpaganuu JJHK nefikoruto (paboTa Hykiea3) u rudbenu
KIIETOK.

2. IMocaeacrBus: Beinenenne JJTHK Oyner neBozmoxxHo mim kadectBo JJHK Oyner Hu3kuM (HU3Kas
KOHIICHTpAIH, Jerpadals Mpy reib-3inekrpodopese). TecT OyneT aHHy HpOBaH.

3. Koppexknus: Kposs ¢ DITA xpanutcs g0 24 gyacos npu +4°C wim 10 72 4acoB Ipu
HeoOxoaumocTu (y4diue BoaenuTh JJHK cpasy). Jlns nnmuTenbHOro XpaneHus UCIONIb3YIOT
npooupku co crabmimsaropamu JJHK.

Kiaunnnueckas 3agaua 4 (Ilpome:xxyrounasi arrecranusi) YciaoBue: B nabopatopuu MOIEKyIsIpHON
IeHETUKU IIPU NIPOBEEHUH BHYTpHiIabopaTopHoro koHTpos kauectsa (BKK) Ha konTpoiabHOM 00pasiie ¢
u3BecTHOU MyTanuel B reHe FS (JlefimenoBckast MyTaius) mOJy4eH TOMO3UTOTHBIN pe3ylbTat (BMECTO
reTePO3UTOTHOIO).

e 3uarb: Metoasl obecneuenus kauectBa (Westgard rules), mpuaiHbl KOHTAMUHALIHH
aMIUTMKOHAMH.

e YMeTh: [IproCTaHOBUTH BBINOJIHEHUE TAPTUH aHAJIM30B, IPOBECTH JICKOHTAMUHALIMIO pabouei
30HbI (Y®-001yueHue).

e OmnsIT gestenbHocTH: Benenne xypuanoB BKK, cocraBienue akra o 6pake, pacciiejoBaHue
UHIUJICHTA.

OTtBeT:

1. Hpuumnna: Konramunanus (3arpszHenue) padbodero mecta npogykramu [11P (ammmkonamn) ot
MPEBITYIIEro MOJIOKUTENBHOr0 o0pasia. DTo camasl yacTasi IPUUYUHA JIOXKHOIOJIOKUTEIbHBIX
pe3yJIbTaTOB.

2. JeiictBue: OctaHoBKa pabOTHI, TOBTOPHBIM aHaIN3 00pa3ia U3 3aMOPOKEHHOH aJTMKBOTHI (€CIH
ecth). Eciin pe3ysbTaT noaTBepxkaaeTcss — MpU3HaHUE MapTUu Opaka.

3. IIpopunakruka: Vcrnonb3oBaHue KaOMHETOB «I0» U «IIOCJE» aMIUIM(UKAINH, UCTIOJIb30BaHUE
ypaumi-JAHK-rmuko3unassl (UNG) B [1IIP-cmecH.

Kannuyeckas 3ana4a S Yceaosue: [lanuenty 45 et ¢ afeHOKapLUHOMOMN JIETKOTO BINOJIHEHA OHOMCHUSL.
I'ucrosorus: HU3KoaAU PepeHIIpOBaHHAs OITyX0Jib. Bpau-oHKOIOr Ha3HAYaeT TapreTHYIO Teparuio
unruouropamu EGFR.

o 3nare: [Ipunuunst NGS (cekBeHHpOBaHHE HOBOT'O ITOKOJIEHHUS ), TUIIBI MyTaluil (nenenuu 19
sk30Ha, L858R B 21 3Kk30HE), MOHATHE aJUICILHONW HArPy3KH.

e ¥YmMerh: HTEpnpeTnpoBaTh OTUYET MOJIEKYISIPHO-TEHETHUYECKOr 0 UCCIIEOBAaHUsI (Pa3aIMdaTh
MaTOr€HHbIE, BEPOSTHO MATOrCHHbIC MYTAIIUU M BapPHAHTHI HesicHOTo 3HaueHus — VUS).

e OmnbiT gesitesibHocTH: Bri6op Mmerona (ITL[P B peansaoM Bpemenu vs NGS) B 3aBUCUMOCTH OT
KOJIM4YECTBA HEOOXOIMMBIX MYTaIlui, orleHKa kauecTBa Beinenennon JJHK (uanekc nerpananun).

OTBeT:

1. Heo0xoaumoe uccienoBanue: OnpenencHue akTuBupyronmx myranuii B renax EGFR, ALK,
ROS1, BRAF.



2. Wurtepnperanusi: Ecmu Beisiiena nenenus B 19 sx3one EGFR — manmenT uyBcTBUTENEH K
ocuMepTuHUOy mim reputuHuOy. Eciu BeisiBieHa mytanus T790M — 3To yka3biBaeT Ha
PE3UCTEHTHOCTH K MIEPBOMY MTOKOJIEHUIO HHTHOUTOPOB.

3. Puck: Eciu IHK u3 napadunoBoro 6moka nerpaaupoBana (¢pparmentsl < 100 n.H.), NGS-manens
MOJKET He cpaboTaTh, TpeOyeTcs MOBTOpHAs Ouorcusl.

Kaunuueckas 3ana4a 6 (Ilpome:kyrounas arrecranusi) YcjoBue: [Ipu aHanm3e JaHHBIX
CEKBEHHPOBaHHsI DK30Ma y peOeHKa ¢ snuierncueii BeisiBiieH Bapuant €.1521_1523delCTT (p.Phe508del) B
rene CFTR B rerepo3urotrnom cocrosiuuu. @eHotun pedeHka (Muencus) He COOTBETCTBYET I'€HOTHITY.

e 3uare: [IpuHnmne! QunbTpannu BapuaHToB NpHu anann3ze NGS-mgannbix, 6a3a nanaeix ClinVar.
e YmMmerb: OTnnuath ciydaiineie Haxonku (incidental findings) oT mpUYMHHBIX MyTalUK.

e OmnbIT gesTeabHOCTH: Vcnons3zoBanue nmporpamMm Alamut, Varsome ais kiaaccupukanun
BapuaHTa 1o kpurepusim ACMG.

OTtBer:

1. Cwaryaoms: Mytamus Phe508del B CFTR siBisieTcst yacToli HpUYMHON MYKOBHUCIIHI03a
(ayTocomMHO-perieccuBHOE 3a00JieBaHKe). B reTepo3uroTHOM COCTOSSHUHM OHA HE BBI3bIBACT
SMIIETICHIO.

2. BpiBoa: [laHHbBIN BapHaHT SBJISCTCS CIydaitHONH Haxoakoi (carrier state). [Touck mpuauHbI
AMUIICTICUU JTOJDKEH OBITh MPOJIOIDKEH cpeu Apyrux reHoB (Hampumep, SCN1A).

3. Pexomennanus: [IpoBeputs napraepa npodanna Ha HocutenscTBo CFTR (penponykTuBHOE
KOHCYJIbTUPOBAHME), HO HE CBSI3BIBATH €TI0 C TeKYyIIel 00JIe3HBI0 peOeHKa.

Kunnnueckas 3agauya 7 Yciaosue: bepemennas 38 net (I pumectp). Y3 BBISIBUIO TUIIEPIXOT €HHBIN
(hOKyC B JKEIyI0UYKE Cep/lia IIoj1a, yMEpEHHOE YKOPOUCHHE OCIPEHHBIX KOCTe. Mapkepbl XA
(XpOMOCOMHBIX aHOMAJIH).

e 3nars: [lokazaHus K ”HBa3UBHOM MpeHATATbHON IMAarHOCTUKE (AMHHUOIIEHTE3), METOIbI
KapHOTUIIMPOBAHUS U XPOMOCOMHOI 0 MUKpoMaTpuuHoro aHaimza (XMA/aCGH).

e ¥Ymersh: UnenTudunupoBats XpoMOCOMBI B MeTa(a3zHOM MIaCTUHKE (KApUOTHIT), paCliO3HABATh
tpucomuto 21 (47,XX,+21).

o OmnbIT gesTeabHocTH: [Ipurorosnenue npenapata XpoMocoM (KyJabTypa
muMponmToB/aMmHrONNTOB), G-OKpamMBaHue, aHaiau3 He MeHee 11 mertadas.

Otger:
1. Puck: Bricokuii puck cunapoma [layna (tpucomust 21) BBHIY Bo3pacTa MaTepu U Y3 -MapKepoB.

2. Metoa: AMHHoLIEHTe3 ¢ ocienyonmM XMA (Bl pa3penaronas CiocoOOHOCTh, UM Y
KJIACCUYECKOT 0 KapUOTHUIA, BUTUT MUKPOIEIICIIIH ).

3. Hurtepnperanmsi: Eciiu XMA nokassiBaeT ayriukanuio 21022.13-022.3 — noareepxaeH
cuzpoM Jlayna. Eciu kapuotun 46,XX — nouck Npu4vH B MOHOI'eHHBIX 3a001eBaHusaX (NGS).

Kinnnueckas 3agaya 8 (IIpomexyrounas arrecranusi) YcjaoBue: Y NalMEHTa ¢ IOJ03PEHUEM Ha
XpoHu4eckuit muenoieriko3 (XMJI) B KocTHOM MO3re Mpy IIUTOT CHETUKE BBISIBJICHA TPAHCIOKAIUS
t(9;22)(g34;q11).

e 3uarse: [Ipuanune monekynspHo-iuToreHernyeckux metoaoB (FISH), onkoren BCR-ABL1
(punanensduiickas xpomocoma).

e YMeTh: COCTaBIIATh HICOTPAMMY XpPOMOCOMEBI ¢ MapkepoM (der(22)).

e OmnpbIT gesTenabnoctu: [TocranoBka FISH-tecra ¢ mpobamu BCR/ABLL (nBoiinoro mera — fusion
signal).

OTtBert:



JAuarno3: XpOoHUYECKUN MUEIIONIEHKO3 (TIOTBEPKICH IUTOTCHETUIECKH ).

2. Ilarorene3: OOpa3oBanue xumepHoro rena BCR-ABL1 ¢ KOHCTUTYTUBHON aKTUBHOCTBIO
THPO3MHKHHA3bI.

3. Tepanusi: HazHaueHue HHTMOUTOPOB TUPO3UHKUHA3BI (MMAaTHHUO, HUJIOTHHUO). KOoHTpOJIb
apdpextuBHOCTH — ITL[P B peambHOM BpeMeHH Ha ypoBeHb dkcnpeccun BCR-ABLL.

Kunnnueckas 3agaya 9 Yciaosue: HoBopoxkaeHHbI 5 gHEl, Ha rpyJHOM BCKapMJIMBaHUU. CTall BsUIBIM,
OTKa3aJics OT €/Ibl, IOSBUJIACh PBOTA. 3amax MOUHU CIeU(PUUECKU — «MBIIIMHBIN WK «3aTXJIbI». B
aHaJIM3€e KPOBU: JICUIIVH, U30JICHIIMH 1 BaJIMH NOBBIIEHBI B 10 pa3.

e 3uars: [laTorene3 60ne3nu kiaeHoBoro cupona (MSUD), nepunut neruaporeHass anbda-
KETOKHUCIIOT ¢ pa3BeTBiieHHON nenbio (BCKDHA/B).

e ¥Ymern: HTepnpernpoBarh TaHAEMHYIO Macc-ciekTpoMeTputo (TMC) cyxoro nsiTHa KpoBH.

e  OnbIT aeATeJIbHOCTH: 3KCTp€HHO€ Ha3HAYEHHE CMECU aMHUHOKHUCIIOT 0e3
J'IeﬁL[PIHa/HSOHeﬁHHHa/BaHHHa, pacueT NICPUTOHCAJIBHOI'O IUAJIN34a.

Otser:
1. JImarno3: bone3np kieHoBoro cupona mouu (MSUD), knaccuueckas gopma.

2. Buoxumus: bnok Ha YpOBHE Katadom3Ma aMHUHOKHUCIIOT C Pa3BETBIIEHHOM LIENBIO -> HAKOILICHUE
KETOKHCJIOT -> KE€TOAI[MJI03.

3. DkcrpeHHas nomoub: [TomHOE pekpameHue OeIKoBoi Harpy3ku, BBeaeHue 10% Timoko3sl (s
OCTaHOBKH KaTaboiM3Ma), Creluai3ipoBaHHasi aMUHOKH CJIOTHAS! CMECh.

Kaunnnueckas 3anauya 10 (Ilpome:xxyrounasi arrecranus) YcjaoBue: PebeHok 2 JIeT ¢ 3a1€p)KKOM pocTa,
rernaTocHjeHOMEerajanuen, 3aJ1ep>KKoi MoJOBOT0 pa3BUTUS. B Ma3ke KpOBH: KIIETKH C
LUATOIIA3MATHICCKUMHU BKJIFOUCHHUSMU, TTIOX0XKHUE Ha «CMOpIIeHHYI0 Oymary» (crinkled paper).

e 3uare: Oepmenronaruu (6one3ns [omre, nedunut 6era-riokonepedpo3naassl).
e Ymersn: OnieHUBATh aKTUBHOCTH ()EPMEHTA B TISATHAX BBHICYIIEHHON KPOBH.

e  OmnbIT gesiTeabHocTH: Haznauenue GpepMeHTO3aMECTUTENBHON Tepanuu (MMUTITIONEpasa), pacuer
JI03bI TIO BECY.

Otser:
1. JImarno3: bonesns ['ome I Tuma.

2. Hoarsepxkaenune: CHIDKEHIE aKTUBHOCTH O€Ta-TIIIOKOLEPEOPO3HUIa3bl B JICHKOIUTAX UM CYXOM
MATHE KPOBU + reHeTndeckoe uccienopanne GBA.

3. Tepanusi: Beenenue pekoMOMHAHTHOM rirokonepedpo3uaassl. [lpu pesucrenTHOCTH — CcyOcTpat-
CHUKarollas Tepanus (MUTycTar).

Kaunnueckasi 3anava 11 YcaoBue: Cembs, T/1e nepBbiid peOCHOK 00JICH CIIMHAIBHOW MBILIICYHON
atpodueit (CMA 1 tuna). Poqutenn — moATBepKACHHBIC T€TEPO3UTOTHBIC HOCUTEIH JISJICUU 7 DK30HA
SMNL1. ITnaaupyroT BTOpOro pedeHKa.

e 3nare: Cucrembl IpoPUIAKTUKU: IPEHATAIbHAs IUAarHOCTUKA (BOPAOLIEHTES),
IIpeuMIlIaHTallMOHHOE TeHeTnueckoe Tectupoanue (I1I'T-M).

e ¥Ymerb: O0bacHuTh pasuuny mexay [II'T u npenaraabHOM 1MarHOCTHUKOM.

e  OmnbiT gesteasnoctu: Hanpasnenue na KO c I1I'T-M, 3a60p BOpcuH XOpHOHA, pacdeT pucka
IIpH UCIIOJIB30BAHHUH JOHAIWH I'aMCT.

Otger:
1. Puck: 25% (1/4) nns xaxmoit 6epeMeHHOCTH.

2. BapuaHThI:



3.

o EcrectBennas 6epemenHocTs + npenatanpHas JJHK-nmuarnoctuka (Ha 10—12 nenene). [pu
OOJIbHOM ILJIO/IE — pEIIeHUe O IPEPhIBAHUH.

o OKO +III'T-M. ITepeHOC TOIBKO 370pOBOI0 SMOpHOHA. DTUYECKH MPEATIOUTUTEIbHEE IS
MHOI'UX CEMEH.

Hiroanc: ¥V 5% nmanuentoB co CMA ecth € NOVO MyTaluu, HO B JaHHOM CjIy4ae 3TO Hacjiaeayemas
JEJIEIHS.

Knununueckas 3agaua 12 (Ilpome:xyrounas arrecrauusi) YciaoBue: B ponome Ha 4-if 1eHb )KU3HU Y
pebGeHka B3sT TecT Ha HeoHaTanbHbIi ckpuHUHT (TMC). Ha 15-if nenp npuinio coobiiexnue u3
1a00paTOpuu: «BBICOKUH YPOBEHB 1 7-THIPOKCHUITPOT €CTEPOHAY.

3HaTh: [IpOTOKON HEOHATANEHOTO CKPHHUHTA HA aJIpeHOr eHUTANBHbIA CHHIpOM (Heduuut 21 -
TUAPOKCUTIA3HI).

YmMmetb: [IpoBoauTs perect (MOBTOPHBIN 3a00p KPOBH) 10 Hauaja TEPAHH.

OnbiT AesTenbHocTH: OdOpMIIEHHE SKCTPEHHOT'0 U3BEIICHUS, HEMEIJICHHBIN BHI30B
SHJIOKPUHOJIOTa, HAYAJIO TePAIluH IIIOKOKOPTUKOMIaMU (KOpTed) U MHHEPAJIOKOPTUKONIaMHU
(koptuHedd) moavko nocie noomaeepaicoeHus.

OTBeT:

1.
2.

Juarno3 (npeasapureibHblii): Bpoxxnennas nuchyHnkuus kopbl HaanoueyHukos (BJAKH).

Oummoéka: Henb3s HauMHATH JIEYEHUE TOJIBKO [0 CKPUHUHTY (BBICOKUI PUCK
JI0’KHOIIOJIOKUTENBHBIX PE3yJIbTaTOB M3-32 HEAOHOLIEHHOCTH HJIM CTpecca).

Heiicreue: Cpounslii perect. Eciin 17-OHII noBsIeH moBTOPHO — aHAaIU3 3IEKTPOJIUTOB
(runoHaTpueMusl, FUIEPKAINEMHs) U HA4aJlo TEPAIIUU B CTallMOHApE.

Kaunnueckas 3agava 13 YcaoBue: [TanueHt 15 neT ¢ HemarHocTUpOBaHHOW paHee 00JIE3HBIO
HakoruteHus (Oonesns ["ome nnmn Humanna-IIuka) BHe3anHo TepsieT cosHanne. OObEeKTUBHO:
crutenoMeranus 20 cm, OseaHoCTh, Taxukapaus. Ananu3: Hb 40 r/m, tpomGomuTer 15x1079/m.

3HaTh: AJITOpUTM ACCTBUI IpU reMopparndeckom moke, CJIP, mpuHIMIBI 3aMECTUTENIBHON
TpaHC(y3UOHHOU Tepanuu.

YMmerb: O6ecnieunTs BEHO3HBIN JOCTYM (LIEHTPaJIbHBIN WM BHYTPUKOCTHBIN MPU KOJJIATICE BEH),
HayaTb UH(Y3HIO.

OmnbIT gesTenbHocTH: [lepenmuBanue TpoMOoKoHIIeHTpaTa (pu TpoMOonuTax < 20),
SPUTPOLUTAPHON MACCHI, BBEJICHHE TPaHEKCaMa.

OTtBer:

1.

Cocrosinue: 'emopparudeckuii mok I1I-IV cTenenu (BEposATHBIN pa3phiB CEIE3EHKH HIIH
CIIOHTaHHBIA BHYTPUOPIOIIHON KpoBOTEeUEHHE HA (hOHE TPOMOOLIUTOIEHUH ).

HeiicTBue: Karerepusanus 2-x BeH, BBeaeHue 0.9% NaCl cTpyiiHo, mogaya KHCJIOpo/a, BbI30B
peaHUMAaIMOHHOW OpHUTabl U XUpypra.

Jladoparopusi: Dxctpennoe Y3U 6prommoi nonoctu (FAST), koarymorpamma. [Toaroroska
JAanapoTOMUU (CTUICHIKTOMHH ).

Kiaunnueckas 3agauya 14 Ycaosue: B naboparopuro moctynun oopazen JJHK mis moncka myTamnuu B
rede PAH (dbenunkeronypus). [Ipu usmepeHnn KoHIeHTpanuu Ha cnekTpodoromerpe (NanoDrop)
noyryaeHsl mokazarenu: A260/280 = 1.6, A260/230 = 0.8.

3uarb: [IpuHIUTEL CIEKTPO(POTOMETPHH HYKJICHHOBBIX KUCIIOT, BIUSHUE TpUMecei (Oenku,
¢denomn, comm) Ha ITLP.

YmMmertb: [Ipunumats penienue o 6pakoBke o0pasia Uil HE0OXO0AUMOCTH JONOTHUTEIbHON
OYHUCTKH (MPELUITUTAIUSA).



e  OmnbIT gesaTeabHOCTH: BeneHne xypHala ydera BbIICICHAN, UCIIOIb30BaHUE
diryopomerpuueckux MmetonoB (Qubit) 11t TOUHOTr O MO CUETA.

Otger:
1. Unrtepnperanms:
o A260/280 = 1.6 (Hopma 1.8) — 3arpsi3HeHHE OEIIKaMH.

o A260/230 = 0.8 (Hopma 2.0—2.2) — CHIIbHOE 3arpsA3HEHUE YTIICBOIAMH WIIH COJISIMU
ryaHUJUHA.

2. Puck: [TI[P-cmech Oyner narndupoana. CekBeHUpOBaHUE HE IACT pe3yibTaTa (IJI0X0e Ka4eCTBO
MIPOYTEHUS).

3. Pemenne: O6pa3zer Opaxkyercs 1 npsamoro anaiausa. Tpedyercs nepeocaxaenue JJHK
(3TaHOJ/M30IIPONIAHOIT) UITH IIOBTOPHOE BBIZCIICHUE

TecToBBIC 3aTaHUA

1. Hcropus: KTo ABISIETCS OCHOBOMOJIOXHIUKOM TEOPUHU «HACJIEIOBAHUSI PUOOPETEHHBIX
MPU3HAKOBY, OMIPOBEPTHYTOM BIIOCIIECTBUHU Kilaccuueckor reHetrkon? A) I'. Mennens b) XK.-b.
Jlamapk B) T. Mopran I') @. Kpuk OTBet: b

2. OcHoBbI: Y ponuteneii ¢ renotuniamu $Aa$ u $aa$ BeposTHOCTh pokaeHUs peOCHKA C TEHOTUIIOM
$aa$ cocraBmser: A) 25% B) 50% B) 75% I') 100% OtBet: b

3. Kuaunnka: [y kKakoro Tvria HacJIeJJOBAHHS XapaKTePHO OTCYTCTBUE Iepeaadn 3a00JICBaHUS OT
OTIIa K CBIHY W MPOSIBJICHUE MIPU3HAKA Y BCEX Jouepert 0onmpHoro otia? A) AyTocoMHO-
noMHHaHTHBIA B) AyTocoMHO-perieccuBHbIi B) X-clienieHHbli ToMUHAaHTHBIH )
MuroxonapuanbHeiii OTBeT: B

4. Tepanusi: DTHONATOreHETHYECKAs Tepanus MyKOBUCLK103a (Teparius, HalpaBjieHHas Ha
koppekiuto Gynknuu 6enka CFTR) Brmouaet mpumenenune: A) AHTHOMOTHKOB IIUPOKOTO
cnektpa b) Monynsatopos CFTR (nanpumep, uBakagrop, momakadrop) B) @epmeHTHBIX
npernapatoB ') MykonutukoB (N-anerunucrens) Orer: b

5. Arrecranus: Kakoe 3a00y1eBaHNE CTAJIO IEPBBIM B HCTOPHUH, JIJII KOTOPOro OblIa HalieHa
KOHKpeTHas reHeruyeckas myrtanus (B 1989 r.)? A) CepnoBuaHo-KiIeToUHast aHeMuUs b)
MyxkoBucuuno3 B) bonesus 'entunrrona I') lemodumus OrBet: b



10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

P®: Kakoil 1oKyMeHT perjaMeHTUPYeT NOPsI0K OKa3aHUS MEIULIUHCKON OMOIIY 0 NPOQUIIto
«renetuka» B PO? A) [lpukaz Munsznpaa PO Ne 9171 b) I[Ipuka3z Munzapaa PO Ne 9151
(onkomnorus) B) ITpuka3z MunszapaBa PO Ne 1791 (knmHudeckas 1adopaTopHas quarHoctuka) I7)
Koucrutynus PO Orser: A

JlaGoparopusi: Kakoe momenieHue sBisercs 0043aTeIbHbIM AJI1 MOJIEKYJISIPHO-T€HETUYECKOM
nabopaTopuu 1 npeaoTBpaiienust konramuHauu? A) Tonbko aBToknaBHas b) 3orupoBanue Ha
npe-I11P (Beinenenue), [TLIP-cmeck u moct-I11[P (ammmkonsr) B) Cknag peaktuBoB ') Kabuner
3aBenytomero Oreer: b

IIpeananutuka: Kakoe BemecTBo SBISETCS aHTUKOATYISITHTOM BBIOOpa 17151 OOJIBIIMHCTBA
MOJIEKYJIIPHO-TeHEeTUYeCKUX uccaenoBanuil (Beiaenenue renomuoit JJHK)? A) I'enapun b) Hutpar
Hatpus B) DATA (K$ 28 wim K$ 3$) I') CeiBopotka OTBet: B

KonTtpoas kauectBa: Kak Ha3pIBaeTCs IpoIiecC MPOBEPKH MPABUIBHOCTH HACTPOUKHU
000pyI0BaHUS C UCIOJIb30BAaHUEM CTAaHJAPTOB C U3BeCTHhIMU 3HaueHUusMUu? A) Kamubposka b)
Bammnanus B) Perummkanus ') AnmukBotupoBanue OTBeT: A

JoxkymenTanus: Kakoil yHukanbHbIi AEHTU(DUKATOP IPUCBAUBAETCS OMOJIOTHYECKOMY 00pasily
IIpU NIOCTYIUUIEHUU B j1abopaToputo A orciaexusanus ero nytu? A) CHUJIC nanuenta b) Homep
nommca OMC B) JlaGopaTopnsrii kon (LIM-kon/6ap-kox) I') Homep ucropuu 6onesnun OrBer: B

Crarncruka: KakoBa BepoATHOCTb pOXKIEHUsI 00JIbHOTO pedeHKa (aa) B Opake IByX

reTepO3UrOTHHIX HocHuTeNel (Aa) ayTocomHo-perieccuBHoro 3abonesanus? A) 0% b) 25% B) 50%
I') 75% OtBet: b

AtTecTranms: Kakoe kpuTuueckoe HapyllleHU € IPEaHAIUTUYECKOr0 3Tama Yalle BCero NpUBOIUT K
noxHooTpunarensHomy pesyabtaty [P u3-3a nerpamanmuu JJHK? A) Mcnons3oBanue npoOupku
C paznenurenbHbIM renieM b) 3amopaxuBanue neabHol kposu npu -20°C Ha MTENbHBIN Cpok B)
Henocratounstit 00bem kpoBu I') OtcyrcrBue mapkuposku Orer: b

Mpunuunsi: Kakoit MeTo ncnonb3yeTcs 1 YBETUYCHHs KOMMYecTBa (aMIUMpUKaIiim)
cnenuduueckoro ydactka JJHK B mummonsr pa3? A) Dnexkrpodopes b) [lomumepasnas nenHas
peakmus (ITLP) B) CekBennpoBanue I') ['ubpuauzanus Orser: b

CexBennpoBanue: Kakoil MeToa cuMTaeTCs «30J0ThIM CTAHIAPTOM» JUISl pacIM(POBKH JITTMHHBIX
¢parmentoB JIHK u npoutenus noropsromuxcs yuyactkoB? A) CeksenupoBanue 1no Caurepy b)
NGS (cexBenupoBanue HoBoro nokosnenus) B) I[P B peansnom Bpemenu [') Mukpouuns: OTBer:
A

AHanu3: BapuaHT HyKJIEOTHITHOM MOCIEN0BATENIBHOCTH, YACTOTa KOTOPOr0 B NOMYJIALIMU MEHEE
1%, nazeiBaercs: A) [lomumopdusmom b) Myranueit B) Amnenem nukoro tuna I') MHcepuueit
OtBer: B

Omnkouorus: Kakas reHeTnyeckas aHOMaJINs XapaKTepHa JJIsl XPOHUUYECKOr0 MUEIIOJIEHKO03a
(XMJ1)? A) Mytanus $BRAF$ V600OE b) Tpancnokauus t(9;22)(q34;q11) — dunanensduiickas
xpomocoma ($BCR-ABLS) B) Ammmoukanus SHER2S$ I') lenerus 17p ($TP538) Orset: B

AtTectanms: UTo o3HaYaeT TEPMUH «IOKpBITHEY (coverage/depth) mpu anamuse nanHbIx NGS? A)
KonuuectBo manmentoB B uccinenoBanuu b) Cpegnee KOIM4IECTBO MPOUTEHHUHN KaXI0TO
HyKJIeoTH1a B uccieayemom oopasue B) [lnuna ¢pparmenta JJHK I') Temneparypa omxura
npaiimepoB OTBet: b

Texnoaornu: Kaxoii MeTO/] TO3BOJISIET BBISIBUTH MUKPOJICJIEIIMA U MUKPOAYIIIIMKALIMU Pa3MepoM
MeHee 50—100 k6, neBuauMebIe B cBeToBOM MuKpockon? A) Kapuortunuposanue (G-63uaunr) b)
XpomocomHblii Mukpomatpuusbiil ananu3 (XMA/aCGH) B) Meron KOK (nuddepenunansaoe
okpammBanue) [') FISH OrBet: b

Unentudguxanusa: CKOIbKO XpOMOCOM B KAPHOTHIIE 3J0POBOI0 YEIIOBEKA M KAKOB UX MOJIOBOU
coctaB? A) 46 (44 + XY) b) 46 (44 + XX) B) 47 I') Bapuautet A u b OrBet: I



20.

21.

22.

23.

24,

25.

26.

27.

28.

29.

30.

31.

32.

33.

Hurorenomuxa: Kak Ha3pIBaeTCI METO/ BU3YAIH3AlMA XPOMOCOM B HHTEP(PA3HOM SIApPE C
ucnoJib3oBanueM (yopecreHTHbIX 30H10B? A) Kapunotunuporanue b) FISH (dbayopecnientHas
ruopuauzanus in situ) B) SKY (cniekrpanbaoe kapuotunuposanue) ') [TLP OTBer: b

HNurepnperanus: Kakoit kapuotun xapaktepen ajs cuaapoma Jlayna? A) 45, X b) 47, XX, +21
B) 46, XY, del(5p) I') 47, XYY Otger: b

KonTpoab kayecTtBa: Ckonbko MeTada3HbIX MJIACTUHOK HEOOXOAUMO MPOAHATN3UPOBATh JJIs
MOJITBEPKIEHUS YMCICHHBIX XpPOMOCOMHBIX aHomaiuii (ctannapt)? A) 1 ) 3 B) 11 1) 50 OTser:
B

AtTtectanms: Kakasi cragus MUTO3a SIBJISICTCS ONITUMAJIbHOM JIUIA UACHTH (PUKAIIMKA XPOMOCOM U
ornpeneneHust ux cTpykTypsl (momockl)? A) IIpodasa b) Meradasza B) Anadasza I') Tenodasa
OtBer: b

Ipuamunsi: Kakoii MeTox UCMoabp3yeTcsi B HEOHATAILHOM CKPHHUHTE /ISl OJHOBPEMEHHOT'O
OIpEIeNICHHS ECATKOB META0OIUTOB (aMUHOKH CIIOT, AIIMIIKAPHUTHHOB) M3 CyXOTr0 MSATHA KPOBH?
A) Ummynodepmentrsiii anamus (MDA) b) Tannemuas macc-criekrpomerpus (TMC/MS-MS) B)
Onextpodopes I') buoncus neuenn OrBer: b

HNuTepnperanus: [1oBbleHne ypoBHs (peHUIaIaHUHA B KPOBU ITPH HOPMAJILHOM YPOBHE
TUpO3UHAa yKa3biBaeT Ha: A) bonesns kinenosoro cupona b) denunnkeronyputo (PKVY) B)
INanakrozemuto I') AnpeHorenutanbHblii cunapom Oteet: b

HNuTtepnperanus: Cneuuduyeckuii 3armax MOYH «KJICHOBOT'O CUPOIay UJIH JKKEHOT0 caxapa
xapaktepeH 1is: A) 'omonuctunypuun b) Bonesnu kinenoBoro cupomna (Jieiinnaos) B)
Tupozunemuu I') Mykosucuunosza Orser: b

AtTtectanms: Kakoit hepment nedunuren npu 6one3nu ['ome, 4To IPUBOIUT K HAKOILICHUIO
rmokorepedpo3uaa B mm3ocomax? A) [Nanakrosumasza b) bera-rimokonepedposunmasza B)
Oenmnananuaruapokcuiasa ') anakrokunaza OrBer: b

Cucrtema: Kak Ha3bpIBaeTcs MaccoBoe 00cieloBaHIe BCEX HOBOPOXKIEHHBIX B POJIOME Ha Pl
HacleCTBEeHHBIX 3a00neBannii? A) [IpenatanbHbnii ckpunuHr b) HeonataneHeiii ckpuHUHT B)
CenextuBHblid ckpuauHT [') lucnancepuzanus OrBer: b

IIpexonuenuuoHHbIii: VccnenoBannue Ha HOCUTENIBCTBO YaCTHIX MyTalUil (HalIpuMep, pH
MykoBuctuao3e uan CMA) y map, TulaHHpYOIMX 0OepeMeHHOoCTh, Ha3biBaeTcs: A) IIT'] b)
Pacimpennsiit CKpuHUHT Ha HOcUTeNnbeTBO (Carrier screening) B) Amuuonenres )
Kapuotunuposanue OtrBer: b

II'T: [IpeumnnanTanmonHoe reHerndeckoe TectupoBanue (PGT-A) npoBoautcs Ha: A) [linoxe B
12 nenens b) OmOpuonax no neperoca B monoctsh MaTtku (mpu DKO) B) HoBopoxknennowm I')
B3pocnom manumente OrBer: b

IpenatanbHas: Kakoil ”HBa3WBHBINA METOJ AMArHOCTUKH npuMensietcs B | Tpumectpe (10-13
HEJIeJIb) ISl TOJTy4YeHus KiIeToK xopuoHa? A) AmuuoneHTe3 b) buorncus Bopcun xoprona B)
Kopnomenres I') Y3U OtBet: b

Heonaransnbiii: Ha kakoe 3a0oneBaHue HarpaBiieH MepBBIi ATall HEOHATAJILHOI'O CKPUHUHTA
(ompenenenne UMMYyHOpeakTUBHOTO TpuricuHa — UPT)? A) AnpenoreHuTtanbHbI CUHIPOM b)
MyxkoBucuuno3 B) I'anakrozemus I') Bpoxxnennsiit runotupeos Orser: b

Jrtuka: [IpoBeneHne reHeTHuecKoro TeCTUPOBAHUS PEOCHKY Ha 3a00JIeBaHUE, KOTOPOE MTPOSIBUTCS
TOJIKO B 3PEJIOM BO3pacTe (HampuMep, paKk SHIYHUKOB B 40 JIeT) ¥ OT KOTOPOT'0 HET MPOPUIaKTHKH
B JeTcTBe, cuntaetcs: A) O0s3aTenbHbIM b) DTHUeCckH HeolmpaBIaHHbIM (HapyIllIeHue paBa Ha
aBTOHOMHIO/OTKPBITOCTh Oyaymiero) B) becrmataeim ') PekomennoBanubiM Mun3npaBom OTBeT:
b



34.

35.

36.

37.

38.

39.

40.

AtTtecTtaums: KakoBa ocHOBHas 11€71b MACCOBOT'O HEOHATAJILHOTO CKpuHUHTA? A) BhIsIBIICHUE
reTepo3uroTHhIX Hocutenel b) Pannee Hauano jgedeHus 10 pa3BUTHS HEOOPATUMBIX KIMHUYECKUX
nposisiennit B) Onpenenenue otuoscrsa ') Cratuctuueckuii yuer OrBer: b

Cocrosinue: Y pebenka ¢ HeauarsoctupoBanHoit ®KY pasBuBaercst ocTphiii 0OTek MO3ra Ha (hoHe
uHpekuuu. Kakoe xxuzHeyrpoxaroniee coctosiuiue Hactynuio? A) ['unoriaukemudeckas koma b)
Metabosmyeckas sH1edanonatus (kpu3) B) Dnunentuyeckuii cratyc I') AHadumakTHueckuii mok
Otser: b

CJIP: Ilpu npoBeneHun cepAeyHO-IErOYHON peaHUMalli1 y TallUeHTa C OJA03PEHUEM Ha CHHAPOM
Mapdana (aucnnazusi COSAMHUTEIFHON TKaHU) CIEAYET MPOSBISATH 0COOYI0 OCTOPOKHOCTh H3-32
BbIcOKOro pucka: A) Ilepenoma pedep b) PazpriBa aoptel B) Acnmpanuu I') OcTaHOBKM bIXaHUS
OtBer: b

AtTtectaums: [TanuenT ¢ 6ose3Hbio HakorieHus (I'omre) mocTymu ¢ pe3KuM yBeITHYCHHEM
KUBOTA U MOKOM. Y3W: cBoOOaHAS )KHIKOCTb, pa3phIB cene3eHku. [lepBas muHus momonim: A)
Beenenue ¢pepmentoB b) [IpoTuBomiokoBas Tepanusi, reMOTpaHC(y3usl U IKCTPEHHAs
cruienskTomusi B) MaccuBnas antuduotukorepanus ') [IpombiBanne xxenyaka OrBer: b

IIpaxruxa: [1pu Beinenenun JIHK u3 cyxoro nsataa kposu (DBS) xakoit meToa no3posnsieT
nonyuuts Haubosnee uncryro JHK nimst NGS? A) Meton kunsuenust b) KomMmepueckue Habopsl Ha
OCHOBE MarHuTHBIX yactull B) Meron ¢ ucnonb3oBanuem xinopodopma I') [Ipoctoe pacrBopenue B
Boxe OrBer: B

IIpakTuka: Yro o3navaet «unaekc nerpamanuu JJHK» (RIN/RQN) npu olieHKe KayecTBa
PHK/IHK na 6uoanamm3arope? A) KomudectBo 6enka b) CteneHs 1en0cTHOCTH
(HEepa3pyIIEHHOCTH) MOJIEKYJIbI HyKJIeMHOBOM KucioThl B) KonnenTpanuto coneii I') Ctenenn
koHtamuHauuu OrBert: b

AtTtectauus: B nporecce mpodonoarotoBku mist NGS atan «nopmanusanun» (Normalization)
oubmmorexu JIHK npennasnaden nns: A) Ynanenus agantepoB b) BeipaBHUBaHUS KOHIIEHTpALIUN
JAHK B pa3sbIx odpasuax nepen ooseauaenneM B myi (Pooling) B) Veennuenus konmuaectsa JJHK
I') Ounctku or PHK OtBeT: b
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