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JonoanuTenbHas npodeccHoOHAIbHAS MPOrpaMMa NMOBbIIEHUS KBAJU(UKAIUN 10
cnenuagabHocTH "JlabopaTopHasi reHeTuka'

I. O0mue nojoxxeHust

1. Denpto MONOTHUTENBHOM MPO(PECCHOHAIBHON MPOTrpaMMbl  MOBBIIICHUS
KBaIM(HKALUKM CIELMAIMCTOB 1 C BHICIIMM MEIMIMHCKUM o0pa3oBaHueM (nmanee -
[Iporpamma)  sBISIETCSI  COBEPIICHCTBOBAHUE  KOMIICTCHIMH, HEOOXOAMMBIX  JIJIS
OCYILIECTBJICHUS TPOQPECCHOHATBHON MAEITENBPHOCTH MO crnenuanbHocTh '"JlabopaTopHas
rereruka" (06nacTb mpoeccHoHaNBbHOM aeaTensHocTd 2 - 02 31paBooXpaHeHne, ypoBEHb
KBaIU(UKALUK ° - 8 YPOBEHB).

2. B pe3ynbrate ocBoeHHs IIporpammbl opraHuszanus, OCYLIECTBIISAIOMIAS
00pa3oBaTEIbHYIO JIEATEIIbHOCTh (manee - OopraHu3anus), obecrieunBaeT
COBEpIIECHCTBOBaHUE y oOyuaromierocst (ciymaresnsi) npodecCHOHANIbHBIX KOMIETECHIINI
(manee - IIK)* Bxmoyaromux HEOOXOAMMBIE 3HAHMS, YMEHHS, B COOTBETCTBUM C
MJIAHUPYEMBIMU pe3ybTaTaMHi O0Oy4YeHUSI U pabOuYUMU IporpaMMaMu MOIYJIEH.

3. ®opma oOyuenuss mo Ilporpamme - odYHas, C BO3MOXXHOCTBIO YaCTUYHOIO
UCIIOJIb30BAHUSL  DJIEKTPOHHOTO  OOy4YeHUs W JUCTAHIIMOHHBIX  00pa30oBaTeIbHBIX
texHonorui (nanee - 30 u JJOT).

4. TpymoeMkocTh 00yueHms (cpok ocBoeHms IIporpammbr): 144 akageMHU4YecKuX

qgaca.
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5. KanengapHsiii yaeOHbIN rpaduk

Kanennapuvlii yueonblii rpaguk nporpammbl (144 uaca, 4 Hemesin)

Henens

Monyab

Tembl

Yacel

dopma
KOHTPOJIfA

Henens

Mopnyasb 1. AkTyanbHble
acIIeKThbl OpPraHNU3aLUU

1 N MenuuuHcKas TeHETHKA KaK HayKa 12 ||YcrHblil onpoc
(36 1) MEIUKO-T€HETUUECKOM
IIOMOLIA
. Pemenue
AKTyaJIbHBIE BOIIPOCHI KIIMHUYECKOM
14 |cuTyalmoHHBIX
TE€HETUKHU
3a1a4y
CoBpeMeHHbIE IPUHIUIIBI OpraHU3alUu1
MEIUKO-TEHETUYECKOU oMoy B POD. .
6 ||[YcrHBIi ompoc
[IporpaMMBbI CKpUHUHTA Ha
HacJleICTBEHHbIE 3a00JIeBaHUS
Opranuzanys cOBpeMEHHOU
MarHOCTUYECKOH 1abopaTopuu. .
o paTop 4 ||YcrHbIil onpoc
KonTtposb kauecTBa 1a00paTOPHBIX
HCCIEN0BAHUI
Heneast Opranu3zanys cOBpeMeHHOM
JIMarHOCTHYECKON 1abopaTopuu. IIpoBepka
2 Monayas 1. (mpopomkeHue) 2
(36 1) KoHTpo:b kauecTBa 1a00paTOPHBIX IIPOTOKOJIOB
HCCIIEA0BAHUI
AKTyallbHbIE BOIIPOCHI MEAUIUHCKON
CTaTHUCTUKHU U MEUKO-TEHETUYECKOT O 4 IIpoBepka
MOHUTOpPHHIa. BeleHne MequnHCcKou TECTOBOM KapThl
JOKYMEHTaIu1
Mopnyasb 2. CoBpeMeHHbBIE
. Oco0eHHOCTH U IPUHIUIIBI METOJIOB
acreKThl 1a00opaTopHOil . .
o MOJIEKYJISIPHO-T€HETUYECKON 6 ||[YcrHBIi ompoc
TEHETUYECKOM TMarHOCTUKU
. ||[lmarHocTuku
HACJIEICTBEHHBIX O0JIe3HEH
CoBpeMeHHbIE METObI U aHAIIU3
pE3yJIbTaTOB CEKBEHUPOBAHUS Pemenue
HYKJIEMHOBBIX KHUCJIOT. 12 ||cuTyaroHHBIX
BricokonpousBoauTenbHoe 3a1a4y
CEeKBEHHUPOBAaHUE
CoBpeMEHHBIE ACTIEKTHI
MOJIEKYJISIPHO-TEHETHYECKOM 6 ||[YcrHBI ompoc
JUArHOCTUKHU B OHKOJIOTHH
Hexeust AKTyasnbHbIE TPOOJIEMBI MEIUIIUTHCKON
a LUTOr€HOMHUKH. [ [UTOreHOMHBIE METO/IBI AHnanu3
3 Mopayib 2. (IpogomKeHue) 12
(36 1) B JUarHOCTHUKE HACIIEACTBEHHBIX Kapuorpamm

OoJiesHel




®opma
Hepeasi|Moayab Tembl Yacpr| P
KOHTPOJIA
WNHutepnperanus pe3yibTaToB
PrpETatini pesy. Pewenne
LUTOT€HETUYECKHUX,
6 |cuTyarmOHHBIX
MOJIEKYJIIPHO-IIUTOT€HETUYECKHUX U saxau
LIUTOT€HOMHBIX UCCIIEI0BAaHUI
buoxumuueckre METObl TMarHOCTUKU .
M 6 |[YcTHBIH ompoc
HACJIEICTBEHHBIX O0JIe3HEN
Henens
buoxumuueckre METo bl TMarHOCTUKU [IpoBepka
4 Mopayab 2. (mpoAoKeHue) . 6
(36 1) HACJIEICTBEHHBIX O0JIe3HEN IIPOTOKOJIOB
HNuTepnperanus pe3ybTaToB
PHpETaLlin pesy. . Pemenue
OMOXMMHYECKUX HCCIeI0BaHUN
. 6 |cuTyalmOHHBIX
HACJIC/ICTBEHHBIX 00JIe3He oOMeHa sanau
BEILIECTB
CoBpemenHbIe HH()OPMAITHOHHBIE 5 [IpakTuueckas
TEXHOJIOTHH B TaOOPATOPHOI reHeTHKe paboTta
IIpomekyTOYHAA aTTECTALMSA 11O
P y 1 1 |TectupoBanue
MOIYJI0 2
Moayas 3. [Ipodunakrrka
HaCJIeICTBEHHBIX Oose3Heil. ||CoBpemMeHHas cucTeMa MpopUIaKTHKN .
. 6 |YcTHbli ompoc
AKTyaJIbHbIE BOIIPOCHI HACJIE/ICTBEHHBIX O0JIe3HEH
HEOHATaJIbHOI'O CKPUHUHTA
Pemenue
[IpenMIIaHTalIMOHHOE TEHETUYECKOE
4 |lcuTyalMOHHBIX
TECTUPOBaHUE
3a1a4y
Henens
5 Monayas 3. (mponomkenue) |[[IpeHaranbHas AMarHOCTHKA 4  ||YcrTHbIi onpoc
(36 u)
. Pemenue
HeonaranbHblil CKpUHUHT
. 8 |lcuTyalMOHHBIX
Haclle/ICTBEHHBIX 00JIe3HEeH
3a/1a4
Ortnyeckue npodaemMbl MEAUIIMHCKON
P A 4 ||Quckyccus
TE€HETUKHU
Moay.anb 4. CoBpeMEHHBIE
TEXHOJIOTHH OKa3aHMs Oxa3zanue MEeIUIIMHCKON ITOMOIIH B 6 OTtpaboTka Ha
MEIULUHCKON IIOMOIIH B SKCTpeHHOHU opMme MaHEKEHE
HKCTPEHHOHU popme
Hrorosas arrecranus (TeCTUpOBaHUE
Hrorosas arrecranus 4 | Dk3ameH
W/uiy 3amura pedepara)
[Mroro | | | 144 |




I1. Ilnanupyemble pe3yJibTaThl 00yYeHH S

6. [lnanupyemsble pe3ynbTaTbl 00y4eHHUS:

Ne n/m Kozl u HaumeHoBaHUS Kozpl u HanMeHOBaHus pe3yIbTaTOB 00YyU€HHUs, COOTBETCTBYIOIIUX KOMIIETEHIIUSM
COBEPILIEHCTBYEMbIX 3nanus (nanee - 3) Ymenus (nanee - y)
KOMIIETEHIINH
1 [IK-1. Cnoco6eH BbmonHaTs | 1.31. HopmatusHbIe IIPaBOBBIE aktel, | l.yl. TloaroroBka o00pa3ioB OHOIOTHYECKOTO
nabopaTtopHbie pEerjJaMeHTUPYIOIIME  BBINOJHEHHWE  JIADOpAaTOpHBIX | MaTepuana JAisi TMPOBEACHUSA  JIaDOpaTOPHBIX
UCCIIEIOBAHUS [Tt UCCJIEIOBAaHUM B II€JIIX YCTAHOBJICHMS WM YTOUHEHMs | MCCIEAOBAaHUN c HCIIOJIb30BaHUEM
JMArHOCTHKH BPOXKICHHBIX U | AMAarHO3a BPOXKIEHHOTO U (WJIM) HACJIEICTBEHHOrO | OMOXUMUYECKUX, MacC-CIIEKTPOMETPUUECKUX,

(1K) HacIeACTBEHHBIX
3a005ieBaHUI y TAIUEHTOB U
YJICHOB UX CEMEH,
aHAIIM3UPOBATH PE3YJIbTATHI
1 GopMHUPOBATH
KIIMHUKO-JIa0opaTopHOe
3aKJIIOUYEHUE

3a00JIeBaHNs y TNAUEHTOB W YJIEHOB HX CeMeH, Ui
Ha3HAuYeHUs U KOHTposd d3(PPEKTUBHOCTU JICUEHUS
TE€HETUYECCKU 00YCJIOBJICGHHOTO 3a00JeBaHuUsA
(cocTostHMST), BKIIIOYAsi HOPSAAKM OKa3aHUsI MEIUIIMHCKON
ITOMOIIH.

1.32. KiuHuueckne peKkOMEHJAluu MpU OKa3aHUU
MEAMIMHCKOW  TOMOIIM B  YacTU  BBINOJIHEHUS
7a00paTOPHBIX HCCIENOBAaHUNA B MLEISAX YCTaHOBJICHUS
WIM YTOYHEHHMS JAMar€o3a BpPOXKAEHHOTO U (WUJIN)
HACJIE/ICTBEHHOTO 3a00JI€BaHUs y TMAlMEHTOB U YJICHOB
UX ceMeH, JIUIs Ha3HauYeHUsl U KOHTPOJs 3PPEeKTUBHOCTU
JeYeHHUs] TEHETHUYECKH OOYCIIOBIEHHOrO 3a00JIeBaHus
(cocTosiHUSA).

1.33. O0beM U TOCICHOBATEILHOCTh BBIIOJHEHUS
1a00paTOPHBIX WCCIICOBAHUNA I YCTAHOBJICHUS HITU
YTOYHEHHs] ~ JMarHo3a  BPOXKAGHHOTO U (WiIm)
HACJIEICTBEHHOTO 3a00JIeBaHu, FeHETHYECKHU
00yCIIOBIEHHOTO 3a0osieBaHus (cocTostHUS) c
HCTI0Ib30BaHUEM OMOXMMUYECKUX,

MacCC-CIICKTPOMECTPHUICCKHUX,

MOJIEKYJISIPHO-TEHETUUECKHUX, LIMTOI€HETUYECKUX,
MOJIEKYJISIPHO-LIUTOT€HETUYECKUX METOJIOB.

1.y2. Br16op METOJUK 1a00paTOPHBIX
UCCJIEIOBAaHUM Y MAIMEeHTOB U WIEHOB MX ceMeil B
LeIsIX  yCTaHOBJIEHHMS U (WIM)  YTOYHEHUs
JIMarHo3a BPOKJIEHHOT0 U (W) HacleACTBEHHOIO
3a00yieBaHUsl, TE€HETUYECKH  OOYCIIOBIEHHOIO
3a00s1eBaHus (COCTOSTHUS) U MOCIIEA0BAaTENbHOCTH
UX TPUMEHEHHUS] B COOTBETCTBUM C MOPAIKAMU
OKa3aHMsI MEAMLIMHCKOW MOMOIIH, KIMHUYECKUMHU

PEKOMEHOAIUAMU, C YUE€TOM CTaHdapTOB
MEIUIUHCKON TTOMOIIH.
1.y3. O6ocHoBaHMe U IUIAaHUPOBAHUE

HEOOXOJAMMOTO 00beMa M IOCICAO0BATEILHOCTH
BBITIOJIHEHUS JTA0OPATOPHBIX HWCCIEAOBAHUMN IS
YCTaHOBJIEHHUS WM  yTOYHEHHUA  JUArHo3a
BPOKIACHHOTO U (WIM)  HAcIeJACTBEHHOIO
3a00JIeBaHU.

1.y4. BoinonHenue 1a00paTOpHBIX HCCIEIOBAaHUI
c HCIIOJIb30BAHHEM OMOXMMHUYECKUX,
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MOJICKYJISIPHO-TEHETHUECKHX, UTOTCHETUYECKUX,
MOJICKYJISIPHO-IIUTOT€HETUIECKIX METOJIOB.

1.34. CnocoObl Banuaauy pe3yabTaToOB J1ab0paTOPHBIX
UCCJICIOBAHUM JJIsI YCTAHOBJIEHUS WM (WJIM) YTOYHEHUS
JUarHo3a BPOXAEGHHOTO U (WJIM) HAaCJIEICTBEHHOTO
3a0o0JeBaHNs, Ha3HAUYCHHUS M KOHTPOJIA A(PPEKTUBHOCTH
JeUYeHUsT BPOXKACHHOTO M (WIM) HACIEICTBEHHOTO
3a0oJeBaHusl, TE€HETUYECKHU 00yCIIOBJIICGHHOTO
3a0o0eBaHus (cocTostHuUs) c HCIIOIh30BaHUEM
OMOXMMHYCCKHX, MacC-CIIEKTPOMETPUICCKUX,
MOJIEKYJISIPHO-TEHETHUECKHX, UTOT€HETUYECKUX,
MOJICKYJISIPHO-IIUTOT€HETUIECKIX METOJIOB.

1.35. IlpaBuna u crocoObl TMOJIy4EHUS, XPAHEHHS H
TPaHCIIOPTUPOBKHU o0pa31oB OMOJIOrMYECKOT0
MaTepuaia MAIMEHTOB JUISE 1abopaTOPHBIX
HCCICAOBAHUNA C HMCIIOJb30BaHUEM OHOXMMHUYECKHX,
Macc-CIIeKTPOMETPUIECKUX,
MOJICKYJISIPHO-TEHETHYCCKHX, IUTOTCHETHYECKUX,
MOJIEKYJISIPHO-IIUTOT€HETUIECKIX METO/IOB.

1.36. MeTtoauku MOArOTOBKH 00pa3IoB OMOJIOTHYECKOTO
MaTepuaia MalUeHTOB Ui MPOBEACHUS JTaOOPaTOPHBIX
HCCIEAOBAHUNA C HCIIOJIB30BAaHUEM OHOXMMHUYECKHX,
MacC-CIIeKTPOMETPUIECKUX,
MOJICKYJISIPHO-TEHETHUCCKHX, U TOTEHETHYCCKHUX,
MOJIEKYJISIPHO-IIUTOT€HETUIECKIX METO/IOB.

1.37. CoBpeMeHHbIe 8105030002000 u METOIUKU
7a00paTOPHBIX ~ HUCCIENOBAaHMA C  MCIIOJb30BaHHEM
Macc-CIIEKTPOMETPUUECKUX,
MOJIEKYJISIPHO-TEHETHUECKHUX, LUTOT€HETUUECKHUX,
MOJIEKYJISIPHO-IIUTOT€HETUYECKIX METO/IOB.

1.38. AHanuTHYeCKHE XapaKTePUCTUKU (TOUYHOCTH,

cnenu(UYHOCTh, YYBCTBUTEIBHOCTH) OHOXMMHYECKHUX,

MacCC-CIICKTPOMETPHUICCKHUX,
MOJICKYJIAPHO-TCHECTUYCCKHUX, HUTOICHCTHYCCKUX,
MOJICKYJIIPHO-IUTOICHETUICCKUX METOO0B.

L.ys. Hcnonb3zoBanue HE00X0IUMOTO
1ab0paTopHOro 00OpyIOBaHUS AJIs

MPOBEICHUS KIMHUYECKUX 71a00paTOPHBIX
MOJIEKYJIIPHO-TE€HETUYECKUX

HCCIICIOBAHUM.

1.y6. IlpumeHeHHe MEOUIMHCKUX W3ICIUNA I
MUArHOCTHKK  "in  vitro" W BBINOJHEHUS
71ab0paTOPHBIX MCCIEAOBAHUMN C HCIOJIb30BAHUEM
OMOXMMUYECKHX, MacC-CIEeKTPOMETPUIECKHUX,
MOJIEKYJISIPHO-TEHETHUECKHUX, ITUTOI€HETUYECKUX,
MOJICKYJIIPHO-IITUTOTEHETUYECKUX METO/IOB.

l.y7. Bamumauus pe3ynbTaToB J1aOOpaTOPHBIX
UCCJICIOBAHUM NI yCTaHOBJIEHUS U (WIH)
YTOYHEHHs] JMarHo3a BPOXACHHOTO U (WJIH)
HACJICJICTBEHHOTO 3a00JIeBaHUs, HAa3HAYCHUS U
KOHTPOJIST 3PPEKTUBHOCTU JICUECHUSI TE€HETUUECKU
00yCIIOBIIEHHOTO 3a0oJieBaHUsl  (COCTOSIHMSI) C
HCII0JIb30BaHUEM OMOXMMHUYECKHUX,
Macc-CIEeKTPOMETPUIECKHUX,
MOJIEKYJIIPHO-TEHETUUECKUX, LUTOIC€HETHYECKUX,
MOJIEKYJIIPHO-IITUTOTEHETUYECKUX METO/IOB.

1.y8. Opranuzanus KOHTPOJIA KauecTBa
a00paTOPHBIX UCCIIEIOBAHUM C HCIIOIH30BAHUEM
OMOXMMHYECKHUX, Macc-CIEKTPOMETPUUECKHUX,
MOJICKYJIIPHO-TEHETUUECKUX, [UTOTCHETHYECKUX,
MOJIEKYJIIPHO-IITUTOTEHETUYECKUX  METOJ0B  Ha
MpeaHATUTHIECKOM, AHATTUTHIECKOM u
MOCTAHAIMTUYECKOM  3Talax  MCCIEIO0BAHMA,
BKJTFOYAsI BHEIITHUN KOHTPOJIb KauecTBa




Macc-CIIeKTPOMETPUUECKUX,
MOJICKYJIIPHO-TEHETUUECKUX, LUTOTC€HETHYECKUX,
MOJICKYJISIPHO-IIUTOT€HETUYECKMX METOJIOB M CIIOCOOBI
WX OIPEJCIICHHUS.

1.39. CoBpeMeHHBbIC TNPUHIUINBI PAOOTHI M IpaBHIIA
SKCIUTyaTallid MEAUIIMHCKUX U3JEIUM 11 AUArHOCTUKHU

"In  vitro" ¢ HUCHOJb30BaHHEM OHOXHMUYECKHUX,
MacCC-CIIEKTPOMETPUIECKUX,
MOJICKYJISIPHO-T€HETHUCCKHX, IIUTOT€HETHYCCKHX,

MOJIEKYJISIPHO-LIUTOT€HETUYECKUX METOJIOB.
1.310. [IpaBuna paboThl c J1a00paTOPHBIM
000py/TIOBaHUEM.

1.311. Crangaptel B 00JacTH KauyecTBa J1aOOPATOPHBIX
HCCICAOBAHUNA C HMCIIOJIb30BaHUEM OHOXMMHUYECKHX,
MacC-CIIeKTPOMETPUIECKUX,
MOJIEKYJISIPHO-TEHETUUECKHUX, LUTOIN€HETUYECKUX,
MOJIEKYJISIPHO-IIUTOT€HETUIECKIX METO/IOB.

1.312. CoBpemeHHbIE paBUiIa MPOBEACHUS U KPUTEPUU
KayecTBa MPEaHaIMTUYECKOro JTamna J1abopaTOpHBIX
HCCIEAOBAHUIA C MCIIOJB30BAaHUEM OHOXMMHUYECKHX,
MaccC-CIIEKTPOMETPUUECKHUX,
MOJIEKYJISIPHO-T€HETHUECKHX,
MOJIEKYJISIPHO-IIUTOT€HETUYECKUX ~ METOJIOB,
OLICHKY KayecTBa OMOJIOTMYECKOT0 MaTepHraia.
1.313. CoBpeMeHHbIE IpaBuia IIPOBEICHUS
BHYTPUJIA0OPAaTOPHOTO U BHEIIHEr0 KOHTPOJII KadecTBa
7a00paTOPHBIX ~ HUCCIENOBAaHMA C  MCIIOJb30BaHHEM
OMOXMMHYECKHUX, Macc-CIeKTPOMETPUUECKUX,
MOJIEKYJISIPHO-TEHETHUECKHUX, LUTOT€HETUUECKHUX,
MOJIEKYJISIPHO-IIUTOT €HETHYECKHIX METOJIOB Ha
AQHAIUTUYECKOM JTarle.

1.314. CoBpeMEHHbIE NPHUHIMIIBI

OUTOTCHCTUYCCKUX,
BKJIIO4Yast

OICHKH KadycCTBa

HUCCIENOBaHUN.

1.y9. Amnanu3  pe3ynabTaToB  JIaOOPATOPHBIX
UCCJIETIOBAHUM c UCIIOJIb30BaHUEM
OMOXMMHYCCKHUX, MacC-CIIEKTPOMETPUIECKUX,

MOJICKYJISIPHO-T€HETUYECKHUX, LUTOI€HETHYECKHUX,
MOJIEKYJISIPHO-LIUTOT€HETUYECKUX METOJ/I0B, B TOM
qHCIIe ¢ YYETOM METOJJ0B OMOMH(POPMATUKH.
1.yl0.  Hcnonb3oBanme  06a3  JaHHBIX U
KOMIBIOTEPHBIX ~ MpPOrpaMM  JuId  OLEHKHU
[IaTOTEHHOCTH M KJIMHUYECKOM  3HAaYMMOCTHU
BapUaHTOB I0CJIEZOBATEILHOCTY U YMCIa KOMUH
YYaCTKOB JIe30KCUPHUOOHYKICMHOBON KHUCIIOTHI.
L.yll. ConocraBnenue pE3yNbTaTOB
71a00PAaTOPHBIX MCCIIEA0BAHUMN C HCIIOJIb30BAHUEM
OMOXUMHUYECKUX, Macc-CEeKTPOMETPUYECKHX,
MOJIEKYJISIPHO-TEHETUUECKHUX, LIMTOI€HETUYECKUX,
MOJICKYJISIPHO-LIUTOT€HETUYECKUX ~ METOJ0B €
IIPEI0CTABIIEHHBIMU KIIMHAYECKUMH u
reHeAIOTNYECKUMU TaHHBIMHU.

1.y12. 3ampoc u mnony4yeHHE OMOJIHUTEIbHOU
KJIMHUYECKOH M TeHeaJornyeckod HHQpopManuu
OT  Bpaya-CHelualIncTa, HEoOXOAUMOM I
IUTAHUPOBAHUSI M IPOBEJCHUS MCCIENOBaHUSA,
UHTEpIIpETallMd  pe3yJIbTaToB  J1a00paTOPHBIX
UCCJIENOBAHUM TMAallMEHTOB C HCIOJIb30BaHUEM
OMOXMMHYECKHUX, MaccC-CIIEKTPOMETPUUECKUX,
MOJIEKYJISIPHO-TEHETUYECKHUX, LIUTOI€HETUYECKUX,
MOJIEKYJISIPHO-IIUTOT€HETUYECKUX METOJIOB.

l.yl3. Ouenka JIOCTAaTOYHOCTH u
MH(OPMATUBHOCTH  MOJYYEHHOTO  KOMILJIEKca
pe3yJbTaTOB JIAOOPATOPHBIX HCCIEIOBAHUN JUIs
MIOCTAaHOBKM JMarHo3a BPOXKIEHHOro M (WiIn)




MOCTaHATUTHYECKOTO JTana 1abopaTOPHBIX
UCCIICIOBAaHUI C HCHOJb30BAaHUEM OMOXUMHUYECKUX,
Macc-CIIeKTPOMETPUUECKUX,
MOJICKYJISIPHO-TeHETHYECKHUX, IUTOT€HETHUECKUX,
MOJICKYJISIPHO-IIUTOT€HETUYECKIX METOJIOB.

1.315. CoBpeMeHHblE  NPUHLUIBI  T'€HETHYECKOIO
TECTUPOBAHUS npu BPOKICHHBIX u (nn)
HaCJIE/ICTBEHHBIX 3a00JIeBaHUSAX, TeHETUYECKU
00YCIIOBJICHHBIX 3a00JIEBaHUAX (COCTOSTHUSX ).

1.316. CoBpemeHHbIE IPUHLINIIBI OLICHKHU
JTUAarHOCTHYECKOW 3 (EKTUBHOCTH  JTAOOPATOPHBIX
HCCJIEJOBAaHUM (JIMarHOCTUYECKONW YYBCTBUTEJIBHOCTU U
JTUArHOCTHYECKON Creun(UYHOCTH) C UCIHOIb30BAHUEM
OMOXMMHUYECKHUX, Macc-CHeKTPOMETPUUYECKHX,
MOJICKYJISIPHO-TEHETHUECKHX, UTOT€HETUYECKUX,
MOJIEKYJISIPHO-IIUTOTCHETUIECKUX METO/IOB.

1.317. ba3bl JaHHBIX U KOMIIBIOTEPHBIE MPOTPAMMBI JIs

OLICHKM TaTOT€HHOCTH BapMAaHTOB  HYKJIEOTHUJIHOU
MIOCJIEAOBATEIbHOCTH W YHUCJIAa  KONMMHM  Y4acTKOB
J€30KCUPUOOHYKIEHHOBON KUCIIOTHI.

1.318.  [leictByromue  BEpCHHM  MEXIYHAPOJHBIX

HOMEHKJIATyp 3alliCH pe3yJbTaTOB OMOXMMHUYECKHX,
MacC-CIIEKTPOMETPUUECKHUX,
MOJIEKYJISIPHO-TEHETUYECKUX, [IUTOT€HETHYECKHUX,
MOJIEKYJISIPHO-LIUTON€HETUYECKUX METOJIOB.

1.319. CoBpeMeHHblE NPUHIUIBl  HUHTEPIPETALNH
pe3yibTaToB 1a00paTOPHBIX UCCIIeI0BaHUN c
HCIIOJIE30BaHUEM OMOXMMHYECKUX,
Macc-CIeKTPOMETPUYECKHX,

MOJIEKYJISIPHO-TEHETHIECKHX, [IUTOTCHETHYECKUX,

MOJIEKYJISIPHO-LIUTOTEHETUYECKMX METOJOB B  ILEJAX
YCTAaHOBJEHHs] W (MJIM)  YTOYHEHUs  JAMarHosa

HACJIEICTBEHHOTO 3a0oJeBaHMs, Ha3HAuYeHUS U
KOHTPOJIS 3((HEKTUBHOCTH JICUCHHS BPOXKIECHHOTO
u (vn) HACJICJICTBEHHOTO 3a0o0eBaHuUs
(cocrosinus).

1.y 14. Onpenenenne HEOOXOAMMOCTH MTOBTOPHBIX
U (WIM)  JIOTOJHUTENBHBIX  J1A0OPATOPHBIX
UCCJIETOBAHUM o0pas1os OHOJIOTrMYECKOr0o
MaTepuaia IMalUMeHTOB W YJIEHOB HUX ceMeil Io
COTJIaCOBaHUIO c BpPauOM-CIICLIUATIICTOM,
HaIpPaBUBIIAM Ha JJUaTHOCTHKY.
l.yl5. HNuTepnperanus
a00paTOPHBIX  HUCCIEIOBAaHUMN
MCIOJIb30BaHUEM
MaccC-CIIEKTPOMETPUUECKUX,
MOJIEKYJISIPHO-TEHETHUECKHUX, IUTOT€HETUYECKUX,
MOJIEKYJISIPHO-LIUTOT€HETUYECKUX METOJIOB.

pe3yiIbTaToB
MMallMEHTOB  C
OMOXMMHYECKUX,

l.ylé. CocraBnenue u odopmieHue
KIIMHUKO-JIA00paTOpPHOIO 3aKJIIOYEHUS 0
pe3ynpraTax  Ja0OpaTOpHBIX  HCCIEAOBaHUMN

HNaluEeHTOB C HMCIIOJIb30BaAHHUECM 6I/IOXI/IMI/I‘~ICCKI/IX,
MacCC-CIICKTPOMETPHUICCKUX,
MOJICKYJIAPHO-TCHETUICCKHUX, HUTOICHCTHYCCKUX,
MOJICKYJIIPHO-IIUTOTCHETUYCCKUX MCTOOOB.




BPOXKJACHHOTO U (WMJIM) HACJIEICTBEHHOro 3a00seBaHMs,
KOHTPOJIS 3 (HEKTUBHOCTH JICUECHUSI.

1.320. CoBpeMeHHbIE TPUHIIMIIBLI COCTABJICHUS U IIpaBUiia
oopmieHHS KIMHHUKO-IA0OPAaTOPHOTO 3aKIIOUYEHUS O
pe3yJibTaTax J1abopaTOPHBIX UCCIIEIOBAHUI MAlUEHTOB C

HCIOJIb30BaHUCM OMOXMMUYCCKUX,
MacC-CIIEKTPOMETPUICCKHX,
MOJICKYJISIPHO-TEHETHUCCKHX, LIUTOTCHETHYECKHUX,

MOJICKYJIIPHO-IIUTOI'CHCTUYCCKHUX MCTO/IOB.

[1IK-2. Cnocoben
OCYIIECTBIISTH
OpTraHU3aIOHHO-METOINYEC
Koe obecrieueHue
nabopaTOpHBIX
WCCIICIOBAHMIA JJIs1
JMAarHOCTHUKHU BPOKICHHBIX U
(wK) HacIeACTBEHHBIX
3a00JIeBaHUH y TTAIIUEHTOB U
YJICHOB UX CEMEH U
OKa3bIBaTh
KOHCYJIbTaTHBHYIO TOMOIIb
MEIUIIMHCKUM Pa0OTHUKAM

2.31. HopmaTtusHbIe IIPaBOBBIE aKTBI,
pErlaMeHTUPYIOLEe  OPraHU3aLUOHHO-METOIHUYECKOe
obecrieueHne J1a0OPATOPHBIX HCCIEJOBAHUM, BKIIOYAs
HOPSIKM OKa3aHUsI MEUIIMHCKOM TOMOIIIH.

2.32. CoBpemeHHbIE IPUHLIUIIBI
OpraHU3alMOHHO-YIIPaBICHUYECKON JeATeIILHOCTH
MEIWIUHCKOW  OpraHu3allii,  MEHEKMEHTa |
SKOHOMUKH J1a00OpaTOpPHH.

2.33. CoBpemeHHbIE HIPUHLIUIIBI OpraHu3aluu
7a00paTOPHBIX ~ HCCIENOBAaHMA C  MCIIOJB30BaHHEM
OMOXMMHUYECKHUX, Macc-CeKTPOMETPHUYECKHX,
MOJIEKYJISIPHO-T€HETHYECKHUX, [IUTOT€HETUYECKHX,
MOJIEKYJISIPHO-ITUTOTCHETHYECKUX METOJIOB, OCHOBHBIE

METOJIbI KOHTPOJISl KAYeCTBA U OLIEHKH UX Pe3y/IbTaTOB.
2.34. Knaccudukarus HaCJlIE€ICTBEHHBIX U BPOXKJICHHBIX
3a00JICBaHUA.

2.35. DTHoNOTHS, MAaTOreHe3, KIMHUYECKUE TPOSBICHUS,
MPUHIIMIBL JICYEHUSI ¥ TPOPUIAKTHKU BPOKICHHBIX H
(wn) HACIEACTBEHHBIX 3a00J€BaHUM, TE€HETHYECKU
00yCITOBJIEHHBIX 3200JIeBaHUI (COCTOSIHHIA).

2.36. MeTtonpl TeHETHWYECKUX  HCCICIOBAHHIM, WX
OpeuMyIlecTBa W OTPAaHUYCHHUS B Pa3IUYHBIX
KIIMHUYECKUX CUTYallUsX JUIS YCTAHOBJICHHS JIMArHO3a

2.yl. Pa3zpaboTka CTaHZApTHBIX OIEPALMOHHBIX
OpoLeAyp IO TPOBEACHUIO, OOOPYIOBAHUIO U

o0ecreveHuno KayecTBa n1a00paTOPHBIX
UCCIIeJOBAaHUH c UCIIOJIb30BaHNEM
6I/IOXI/IMI/I'-ICCKI/IX, MacCC-CIICKTPOMETPHUICCKUX,

MOJIEKYJISIPHO-TEHETHUECKHUX, IIUTOT€HETUYECKUX,
MOJICKYJIIPHO-IITUTOTEHETUYECKUX METO/IOB.

2.y2. CocraBienue pEKOMEH A hilstt
MEAWIIMHCKUX PA0OTHUKOB W IS TAI[UCHTOB I10
mpaBuwiiaM  cOopa, JIOCTaBKM W XpaHEHUs
OMOJIOTUUECKOTO0 MaTepualia MpU TMPOBEICHUU
KIIMHUYECKHUX J1a00paTOPHBIX UCCIICIOBAHMIA.

2.y3. KoHcynbTHpOBaHHE Bpava-CreHAINCTA TI0
BONIPOCaM  JTMArHOCTHYECKON  d(dexTuBHOCTH
a00paTOPHBIX UCCIIEIOBAHUM C HCIIOIH30BAHUEM
OMOXMMHYECKHUX, Macc-CIEKTPOMETPUUECKHUX,
MOJICKYJIIPHO-TEHETUUECKUX, [UTOTCHETHYECKUX,
MOJIEKYJIIPHO-IITATOTEHETUYECKUX  METOJOB B
Pa3HBIX KIWHUYECKUX CHUTyallMsX Ha dTare
Ha3Ha4YCHUS TaOOPATOPHBIX HCCIIETOBAHUM.

2.y4. KoncynbTupoBanue MEIUIIUHCKUX
paboTHUKOB o 0COOEHHOCTSIM B3STHUA,
TPAHCTIOPTUPOBKH M XPaHEHUS OMOJOTHYECKOTO
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BPOKJICHHOTO U (WJIM) HACIEACTBEHHOTO 3a00IeBaHuUs.

2.37. CoBpemeHHbIE MIPUHLIMIIBI Ha3HAYCHUS
7a00paTOPHBIX ~ UCCICNOBAaHMA C  HCIIOJIB30BAaHHEM
OMOXMMHUYECKHUX, Macc-CeKTPOMETPUUYECKHX,
MOJICKYJISIPHO-TCHETHYECKHUX, U TOT€HETHYCCKHX,
MOJICKYJISIPHO-IIUTOT€HETHIECKUX METOJIOB C YYETOM HX

JUArHOCTHYECKON 3¢ dEeKTUBHOCTH B pa3HbIX
KJIIMHUYECKUX CUTYaIUsIX.

2.38. CoBpeMeHHbIE MIPUHLIMIIBI pazpaboTKu
CTaHJAPTHBIX OTIEPAIIMOHHBIX poLenyp o

IPOBEJICHUIO, 000PYIOBaHUIO M METOaM J1a00paTOPHBIX
HCCICAOBAHUNA C HMCIIOJb30BaHUEM OHOXMMHUYECKHX,
Macc-CIeKTPOMETPUYECKUX,
MOJIEKYJISIPHO-TeHETHIECKHUX, U TOT€HETHYECKHX,
MOJIEKYJISIPHO-IIUTOT€HETHUECKIX METOOB.

2.39. CoBpeMeHHblE MPUHLMIBI KOMMYHUKALUU C
BPayOM-CHEIUAIUCTOM M (WJIHM) MAlMEHTOM B IpoOIecce
KOHCYJIbTUPOBAHHS.

Marepuana JuUisi MPOBEIAEHUsS J1abopaTOPHBIX
HUCCIIENOBAHUN c HUCIIOJIB30BaHUEM
OMOXHMMHYECKUX, Macc-CIeKTPOMETPUIECKHUX,

MOJIEKYJISIPHO-TEHETUUECKHUX, LIUTOI€HETUYECKUX,
MOJIEKYJISIPHO-IIUTOT€HETUYECKIX METOJIOB.

2.y5. KoHcynbTHpoBaHH€e Bpada-CleUaINCTa 10
BOIIpOCaM UHTEpIpETAINH pe3ynbTaToB
71a00paTOPHBIX HCCIICAOBAHUI C MCIIOIB30BaHHEM
OMOXMMHYECKHUX, MacC-CIIEeKTPOMETPUUECKUX,
MOJIEKYJISIPHO-TEHETUUECKHUX, LIMTOI€HETUYECKUX,
MOJICKYJISIPHO-IIUTOTEHETUYECKUX ~ METOJIOB B
LeIsIX  yCTaHOBJIEHMS U (WIM)  YTOYHEHUs
JUarHo3a BPOXKJIEHHOTO U (WJIK) HACIIEJICTBEHHOTO
3a0oJieBaHus, Ha3HAYCHUS U KOHTPOJIS
3 (PEKTUBHOCTH JICUCHHS BPOXKICHHOTO W (WIIH)
HACJIEICTBEHHOTO 3a00JI€BaHUA.

2.y6. Yyactue B KOHCWIMYME IO pe3yjbTaTaM
IPOBEAEHHBIX W (WIM) 0pU I[UIAHUPOBAHUU
71a00paTOPHBIX HCCIIEAOBAHUH C MCIIOIB30BaHUEM
OMOXMMHYECKHUX, MaccC-CIIEKTPOMETPUUECKUX,
MOJICKYJISIPHO-T€HETUYECKUX, TUTOI€HETHUECKHUX,
MOJIEKYJISIPHO-IIUTOT€HETUYECKUX ~ METOJIOB B
LEJIAX YCTAaHOBJEHUS JUarHo3a BPOXKICHHOTO U

(nm) HACJIEJICTBEHHOTO 3a00seBaHus,
Ha3HA4YeHUs U KOHTPOJIsS Y3PPEKTUBHOCTU JICUEHUS
BPOKIAEHHOTO U (WIM)  HAcJeJACTBEHHOIO
3a00jeBaHUs, TEHETHYeCKH  O0OYyCIIOBIEHHOIO

3a00JieBaHuUsl (COCTOSIHUS).

[IK-3. CrocobeH K
BBITIOJTHEHUIO JTa0OPAaTOPHBIX
HUCCIeJOBaHUN IS
OCYIIIECTBJICHHUS

3.31. HopmatusHble IIPaBOBBIE aKTHI,
peTJIaMEHTHPYIONINE  BBIOJHEHHE  J1abOpaTOPHBIX
UCCIICIOBAaHUN B IENIAX OCYIIECTBICHUS METULIMHCKHX
MEPONPUITHI 1O NPODUIAKTUKE BPOKICHHBIX M (MJIIHN)

3.yl. BeimonHenue n1abopaTOPHBIX UCCIIEOBAaHUM
JUIs OCYILIECTBICHUS MEPONPUATHN
HEOHATAJIbHOIO  CKPUHMHIA,  IIPEHATAIBHOIO
CKpHHMHIAa HAa BPOKJICHHBIE MOPOKU Pa3BUTHUS H




MEIUIUHCKUX MEPOTIPUSITHN
1o MpOo(pUIAKTUKE
BPOXKJICHHBIX M (MJIN)
HACJIE/ICTBEHHBIX
3a00sieBaHUN

HACJICICTBEHHBIX  3a00JeBaHUil, BKJIIOYAs
OKa3aHUs MEAUIIMHCKONW TOMOLIH.

3.32. KiuHuueckue pEKOMEHJAIMKW TIpU  OKa3aHUU
MEAMIMHCKOW  TOMOIIM B  YacTU  BBINOJIHEHUS
71a00paTOPHBIX HCCIEIOBAHUN B IENAX OCYIIECTBICHUS
MEIUIUHCKUX  MEPONPHUSATHA MO0  HPOQPHIAKTHKE
BPOXKACHHBIX U (WJIM) HACJIEICTBEHHBIX 3a00JIeBaHUN Yy
NAIMEHTOB U YJIEHOB UX ceMel. CXeMbl TMHAMUYECKOIO
HAOJIO/IEHUSI 32 HOCHUTEISIMH TAaTOI€HHBIX (BEPOSTHO
[IaTOTE€HHBIX) TEHETUYECKUX  BapUAHTOB  COIJIACHO
KIIMHUYECKHUM  pEeKOMEHJAlMsIM, KOHCEHCycaM  H|
peKoMeHAanusM  TPOPECCHOHATBHBIX  MEIUIUHCKUX
accoranui (oOIecTs).

3.33. CoBpeMeHHblE  NPHUHLMIIBI  OCYLIECTBICHHUS
IporpaMM CKPHUHHHTA C LEJIbI0 PAHHErO BBISBICHUS
BPOKACHHBIX U (WJIN) HACIEACTBEHHbIX 3a00JIEBAHUH.
3.34. MeToauKu MOATOTOBKH 00pa3I0B OMOJIOTUYECKOTO
MaTepuaia MalMeHTOB Ul MPOBEACHUS JTaOOPaTOPHbBIX
UCCIIEOBAHUM, JJI1  OCYILECTBICHHUS MEPONPHUATHH
HEOHATaJIbHOIO0 CKPUHHUHIA, MPEHATAIbHOTO CKPUHUHIA
Ha BPOXKICHHBIE IOPOKH pa3BUTHS U XPOMOCOMHBIE
QHOMAJMM Yy IUJI0Ja B 4YacTM OWOXMMHUYECKUX H
TFeHETUYECKUX MCCIEIOBAHUN, a TaKKe CEeIEeKTUBHOIO
CKpUHUHTAa C LENbI0 BBISBICHUS, YTOYHEHUS WIH
HOJTBEPKIEHUS BPOKACHHOTO U (MJIM) HACIEeICTBEHHOTO
3a0o0seBaHus y SMOpHOHa, TUI0/a, MalueHTa.

3.35. MeTtoauku MOJAroTOBKM 00pa3IioB OHOJIOTHYECKOTO
MaTepuaia MalMeHTOB Ul MPOBEACHUS J1aOOPaTOPHBIX
UCCIIENOBAHUM  JJI1  OCYIIECTBJIECHMSI MEPOIPHUATHH
MPEUMIIAHTAIIMOHHOTO TE€HETHYECKOr0 TEeCTUPOBaHMS,
NpeHaTaJbHOH TI'€HETHYECKOM JMAarHOCTUKH C IIeJbI0
BEISIBJICHHSI, YTOYHCHUS WA MTOJITBEPKICHUS

IOpAAKH

XPOMOCOMHBIC aHOMAJIMK Yy ILJIOJAa B YaCTH
OHMOXMMUYECKHUX U T€HETHYECKHX I/ICCJICI[OBaHI/If/'I,

CCIICKTUBHOI'O CKPpHHHUHTA,
MNPECUMIINIAHTAITUOHHOT O T'CHCTUYCCKOI'O
TECTUPOBAHMA, HpeHaTaHBHOﬁ IeHETHYCCKOM

JUArHOCTUKU C 1I€JIbIO BBISBJICHMS, YTOUYHEHUS
WIA TOATBEPXKIEHHUS BPOXKAEHHOro U (WiIM)
HACJIC/ICTBEHHOTO 3a0oyieBaHUsl Yy SMOpHOHA,
IUI0/1a, MAIMEeHTa, a TaKXKe BBIABICHUS 310POBBIX
HOCHUTEJICH MaTOTeHHBIX MyTalUi B reHax U (WJIn)
cOajaHCUPOBAHHBIX [IEPECTPOECK XPOMOCOM.

3.y2. UnTtepriperanus pe3yibTaToB J1a00PaTOPHBIX
UCCJICIOBAaHUN /JIS1 OCYIIECTBICHUST MEPOIIPUATUI
HEOHATaJbHOTO  CKPUHMHIA,  IPEHATaJIbHOIO
CKPMHMHIA Ha BPOJXKJECHHBIE MOPOKH Pa3BUTUSA U
XpOMOCOMHBIE AHOMQJIMM Yy IUJIOJla B 4YacTu
OMOXMMHUYECKUX U I'€HETUYECKUX MCCIEeOBAaHUM,

CEJIEKTUBHOI'O CKPUHUHTA,
MPEUMIUIAaHTALlHOHHOTO T€HETUUECKOTO
TECTUPOBAHUsSI, IMPEHATAIBHOM  I€HETHYECKOU

JVUArHOCTUKU C II€JIBIO BBISIBICHUS, YTOYHEHUS
WIK TOATBEPKACHUS BPOXKICHHOro U (WiIN)
HACJIe/ICTBEHHOTO 3a0oyieBaHUsl Yy SMOpHOHA,
11012, NAIMEHTa, a TaKXKe BbISBICHUS 3JI0POBBIX
HOCHUTeJIel MAaTOreHHBIX MYyTalMi B reHax u (WiIn)
cOaaHCUPOBAaHHBIX EPECTPOEK XPOMOCOM.

3.y3. CocraBnieHue u odopmiienue
KIIMHUKO-JIA00paTOpPHOIO 3aKIIIOYEHUs 0
pesyibTaTtax J1abopaTOpPHBIX HCCIEIOBAHUN JUIs
OCYIIECTBJICHUS MEpONPUATUN HEOHATAIbHOIO
CKpUHHUHIA, [PEHATAJbHOIO CKpPUHMHIa Ha
BPO’KJCHHBIE MOPOKU Pa3BUTHUSI M XPOMOCOMHbBIE
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BPOXKIACHHOTO U (MJIM) HACJIEICTBEHHOrO 3a00JEBaHUS Y
SMOpPHOHA, IUIOJA, BBIABICHHUS 3J0POBBIX HOCUTENEH

MaTOT€HHBIX MyTaIui B reHax H ()
cOaIaHCUPOBAHHBIX MEPECTPOCK XPOMOCOM.

3.36. CoBpemeHHbIE MPUHLIMIIBI u METOIUKHU
7a00paTOPHBIX ~ UCCIENOBAHUM I OCYIIECTBIICHHS
MEPOTIPUATHHA HEOHATAJILHOI'O CKpUHUHTA,

MpPEHATAIBHOTO CKPUHUHIA Ha BPOXKJICHHBIE IOPOKU
Pa3BUTHS U XPOMOCOMHBIE aHOMAJIUM Y TUIOJA B YaCTH
OMOXMMHYECKHMX W TE€HETHYECKHX HCCIEIOBaHui, a
TaK)Xe€ CEJEKTHMBHOTO CKPHUHUHTA C IIEJbIO BBISBICHHS,
YTOUHEHUSI WA TOATBEPKICHUS BPOXKICHHOTO U (WJIHN)
HACJIICTBEHHOrO0 3a0o0JieBaHUA y SMOpUOHA, IUIOJA,

MalMeHTa.
3.37. CoBpeMEHHbIE  TPUHIUIBI W METOJIUKH
7a00paTOPHBIX ~ UCCIIENOBAHMM I OCYIIECTBIICHHS

MEpONPUATHIA MPEUMIUIAHTALIUOHHOTO T'E€HETUYECKOIO
TECTUPOBAHU, IIPEHATAIBHON TE€HETUYECKON
JUArHOCTHKM C LEJbI0 BBISBICHUSA, YTOYHEHHUS WIIHU
MOATBEPKICHUS BPOXKICHHOTO U (WUJTH) HACIIEICTBEHHOTO
3a0oJeBaHus y SMOPHOHA, 10/, BBISBICHUS 3/I0POBBIX
HOCHUTEJICH NATOreHHBIX MYyTalMd B TeHax U (WUJIN)
cOaaHCUPOBAHHBIX MEPECTPOECK XPOMOCOM.

3.38. ba3bl JaHHBIX U KOMIIBIOTEPHBIE MPOTrpaMMBbl AJIs
OLICHKM TIaTOT€HHOCTH BapHaHTOB  HYKJIEOTHUJHOU
MOCJIEI0BATEbHOCTH N€30KCUPUOOHYKIIEHHOBOM
KHCJIOTHI 4eJoBeKa. Kpurepuum naTOreHHOCTH COIVIACHO

peKoMeHAanusM  TPOPECCHOHATBHBIX ~ MEIUIMHCKUX
accoruanuii (o0mecTB).
3.39. HenicTByromue BEPCUU  MEXKIYHAPOIHBIX

HOMCHKJIATYp 3alliCHu pPE3YyJIbTATOB 6I/IOXI/IMI/I‘-ICCKI/IX,
MaCC-CIICKTPOMETPHUICCKHUX,

aHOMaJIMM1 'y IUIoOJa B YaCTH OMOXMMHUYECKUX U

ICHCTUYCCKUX HCCHCHOB&HHﬁ, CCIICKTUBHOT'O
CKPpHHHUHTIA, IMPECUMIITIAHTAIITMOHHOI'O
ITCHCTHUYCCKOI'O TCCTUPOBAHM, HpeHaTaﬂbHOﬁ

TCHETHYECKOW TUArHOCTUKU C IIEJIbIO BBISBICHHS,
YTOYHCHHSI WU TIOATBEPKACHUS BPOXKICHHOTO U
(vm) HAaCJIEACTBEHHOTO 3a0oneBaHus  y
AMOpHOHA, TI0/A, MAIMEHTa, & TAKXKE BBISIBICHUS
3IOPOBBIX HOCHUTEJICH TATOTeHHBIX MYTallud B
reHax W (W) cOaJIaHCUPOBAHHBIX IEPECTPOCK
XPOMOCOM.




MOJICKYJISIPHO-TEHETUUECKHUX,  LIUTOTEHETUYECKHX |
MOJIEKYJISIPHO-LIUTOT€HETUYECKMX METO/I0B aHAIU3a.
3.310. CoBpeMeHHbIE TPUHLMIBI  WHTEPIPETALUU
pe3yibTaToB  JAaOOpAaTOPHBIX  HWCCIEAOBAHWMA  JIs
OCYIIIECTBIICHUS MEPOIPUATHIA HEOHATaJIbHOIO
CKpUHMHTA, MPEHATAIBHOTO CKPUHUHTA HA BPOXKICHHBIC
MOPOKHU Pa3BUTHUSI U XPOMOCOMHBIE aHOMAJIUU Yy TJI0JA B
4acT OMOXMMHUYECKUX M T€HETUYECKUX HCCIICI0BAHUM,
CEJIKTUBHOIO ~ CKPUHMHTA,  IPEUMILIAHTAIIMOHHOTO
TE€HETUYECKOT 0 TECTUPOBAHUS, MpeHaTaATbHOU
FeHETUYECKON JUMAarHOCTHKM C LEeJIbI0  BBISBICHUS,
YTOUHEHUSI WA TOATBEPKICHUS BPOXKICHHOTO U (WJIHN)
HACJIICTBEHHOrO0 3a0o0JieBaHUA y SMOpUOHA, IUIOJA,
[AlUEHTa, a TAaK)XKE BBIABICHMS 3/0POBBIX HOCHUTEJEH
MATOTEHHBIX MyTallid B TE€Hax W (unn)
cOaTaHCUPOBAHHBIX IEPECTPOEK XPOMOCOM.

3.311. CoBpeMeHHbIE TPUHIUIIBI COCTABIICHUS U ITPaBUIIA
oQopMIIEHHS KIMHUKO-JIA0OPATOPHOIO 3aKJIIOUYEHHUS O
pe3ynpTaTax  J1abOpaTOpPHBIX  UCCIEJOBaHMMA IS
OCYIIIECTBIICHUS MEPOIPUATHH HEOHATAJIHHOTO
CKpUHHUHTA, MIPEHATAIBHOTO CKPUHUHTA HA BPOXKJICHHBIE
MOPOKHU Pa3BUTHUSI U XPOMOCOMHBIE aHOMAJIMU Yy IUIOZA B
4acTh OMOXMMHYECKUX M TeHETHUYECKUX HCCIIeIOBaHUM,
CEJIeKTUBHOTO  CKPMHHHTA,  MPEUMIUIAaHTAI[MOHHOTO
TE€HETUYECKOTO TECTUPOBAHUS, MpeHaTaIbHOU
TEHETUYECKON JIMarHOCTUKUA C IIeJIbI0  BBISBJICHHS,
YTOYHEHHS] WU TOATBEPKACHUS BPOKICHHOTO U (HJIN)
HACJIEJCTBEHHOTO 3a0oyieBaHusi y 5SMOpHOHA, IUIOAA,
MalMeHTa, a TakXKe BBISBICHUSA 3J0POBBIX HOCHUTENEH
MaTOrE€HHBIX MyTalui B reHax u ()
cOaJaHCUPOBAHHBIX MEPECTPOECK XPOMOCOM.

T1K-4. CriocobeH

4.31. [IpaBuna odopmITeHUS MEJIUITUHCKOMN

4.y 1. CocraBnenue 1iaHa paOOTBI MU OTYETA O




aHAITM3UPOBATH
MEJIUKO-CTaTUCTUYECKYIO
nH(pOpMaINIO, BECTH
MEJUILIUHCKYIO
JTIOKYMEHTAITHIO,
OpraHu30BaTh JIEATEIbHOCTh
HaXOJAIIErocs B
PacnoOpsKEHUH CPETHETO U
MJIQAIIEr0 MEIUIIMHCKOTO
repcoHasa

JOKYMEHTAIlMd B MEAWIMHCKHX  OpTaHHU3aIusiX,
OKA3bIBAIONINX MEIUIIMHCKYIO TIOMOINb MAalUeHTaM C
BPOXKJICHHBIMU H (vm) HacCleICTBEHHLIMHU
3a00JIeBaHUSIM, FEHETHYECKH 00yCIIOBJICHHBIMU
3a00eBaHUSAMHA  (COCTOSTHUSIMH), B TOM UHCIE B
AIIEKTPOHHOH (opMe.

4.32. 3akoHomarenbcTBO Poccuiickoit dDeaepanuu o
3aIUTEe TIEPCOHATBHBIX TaHHBIX MAIIMEHTOB M CBEJICHUM,
COCTABJISIONINX BpaueOHYIO TalHY.

4.33. JlomKHOCTHBIE O0OS3aHHOCTH HAXOMAIIETOCS B
PACHOPSDKCHUHM CPEHEr0 W MIIQJIIIEr0 MEIUIIMHCKOTO

nepcoHaa.
4.34. TlpaBuia paboThl B HHPOPMAIMOHHBIX CHCTEMax B
chepe 3IpaBOOXPAHECHUS u B

UH()OPMAIMOHHO-TEICKOMMYHHUKAITUOHHOM cetu
"UnTepuer".

4.35. TpeOoBaHus moXkapHOH O€30MACHOCTH, OXPAHBI

Tpyaa, OCHOBEBI JTUYIHON 0e30ImacHOCTH u
KOH()JIMKTOMOTHH, TMpaBUiia BHYTPEHHETO TPYIOBOTO
pacropsika.

4.36. COBpeMeHHHe MCTOABI MeI[HHHHCKOﬁ CTaTUCTHUKHU
N MCIUKO-TCHCTUYCCKOI'O MOHUTOPHHTA.

cBoel pabore.

4.y2. 3anonHeHUuEe MEAMLIMHCKOW JTOKyMEHTallUH,
B TOM YHUCJIE B 3JEKTPOHHOI (opme, KOHTPOIb
Ka4yecTBa €€ BEICHUSI.

4.y3. Hcnomnb3oBaHue B MNPOQPECCHOHAIBHON
JESTEIIbHOCTH MEIUIIUHCKUX HH(POPMAIIMOHHBIX
cucteM B chepe  3ApaBOOXpaHEHHUS U
MH(POPMALMOHHO-TEIIEKOMMYHUKAIIHOHHONW  CETH
"UnaTepner".

4.y4. KoHTpoJIb 32 BBIMOJHEHUEM JIOJKHOCTHBIX

00s13aHHOCTEH Cpe/Hero u MJIQ/ILIET O
MEIUIIMHCKOTO IepCOHala, HaxoJIerocs B
pacHopsDKeHUU.

4.y5. CoOmoneHue  mpaBwil  BHYTPEHHETO

TPYIOBOTO pacmopsika, TpeOOBaHHN ITOKapHOU
0€301acHOCTH, OXPaHbI TPYyAA.

4.y6. Hcnonp3oBanne B paboTe NEPCOHATIBHBIX
JAHHBIX TMAIlEHTOB M CBEJCHHMW, COCTABIISIOLINX
BpaueOHYIO TalfHYy.

I1IK-5. CriocoOeH oka3bIBaTh
MEIUIIMHCKYIO IIOMOIIb B
SKCTpEHHOHU popme

5.31. IlpuHUMOBl U METOABl OKa3aHUS MEAUIMHCKON
MOMOIIM B DJKCTPEHHOW (OpME B COOTBETCTBUU C
HOPMAaTHBHBIMU IMPABOBBIMU aKTaMU W KJIMHUYECKUMHU
PEKOMEHTalINSIMH.

5.32. KnuHu4yeckue MpU3HAKU COCTOSHUN, TPEOYIOIINX
OKa3aHUs MEAUIIMHCKON IOMOIIM B 3KCTPEHHOHU (opMe.

5.33. daxTopsl pucCKa, MIpEeACTaBIAIOLINE
HEIMOCPEJICTBEHHYIO yIpo3y AJii COOCTBEHHOH KHU3HH U
310pOBbs, JKM3HM W  3J0pOBbSl  IOCTPAJaBLIETO
(mocTpagaBImMX) W  OKPYKAOMIMX  JIUI, METOMbI

5.yl. JluarHOCTHMKa COCTOSIHHH, TpeOyromux
OKa3aHHWsl MEIMIIMHCKON TMOMOIIM B SKCTPEHHOM
dopme.

5.y2. Onpenenenue ¢GakTOPOB, MPEICTABISIOMINX
HEMOCPEJCTBEHHYI0 YIrpo3y Ui COOCTBEHHOMH
KNU3HU u 310pPOBbA, JKU3HU n 3A0POBbiA
MOCTPaAaBIIero (MOCTPAAaBIINX) U OKPYKAIOIIHX
JIVIIL.

5.y3. VYcrpanenue ¢akTOpoB, MPEACTABISIOMINX
HEMOCPEJCTBCHHYIO  yrpo3y JUIS OKU3HH W
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YCTPAHEHUS YKa3aHHBIX (PAaKTOPOB pUCKA.

5.34. IlpaBwia M NOPSAOK NPOBEACHUS NEPBUYHOTO
OCMOTpa ManueHTa (MOoCTpajaBUIEro) IMpU OKa3aHUU
MEIMIUHCKOW TIOMOIIM B JKCTPEHHOW Qopme mpu
OTCYTCTBUM CO3HAHMsI; OCTAHOBKE JbIXaHMs U (WIH)
OCTaHOBKE KpOBOOOpAIlEHHUS; HapylIeHUH
IIPOXOJUMOCTHU JBIXATEIbHBIX IIyT€ MHOPOIHBIM TEJIOM
U UHBIX YIpOXKarOIIMX KU3HU U 3/10pPOBBI0 HAPYLIECHUSX
IBbIXaHUS;  HAPYKHBIX  KPOBOTECYCHMSX;  TpPaBMax,
PaHEHUSX U MOPAXKEHUSX, BHI3BAHHBIX MEXAHUYECKUMH,
XUMHUYECKUMH, AIIEKTPUYECKUMH, TEPMUYECKUMHU
NOpaXalomMMU (HaKTOpaMH, BO3JCHCTBUEM H3ITyUEHUS;
OTpaBJICHMSX; YKycaX WIN Y)KAJIUBAaHUAX SOOBHUTHIX
KUBOTHBIX; CyZIOPOKHOM IIPUCTYIIE,
CONPOBOXKAAIOIIEMC ~ IIOTEPEM  CO3HAHUA;  OCTPBIX
IICUXOJIOTMYECKUX peaklMsIX Ha CTpecC.

5.35. [IlpaBuna 5dQexkTuBHOM KOMMYHUKALMH C
HalUeHTaMM, MX  3aKOHHBIMU  IPEACTABUTEISIMH,
OKPY’KaIOIIMMU JIMIIaMU U MEIUIUHCKUMH paOOTHUKAMHU
P OKa3aHUM MEIULMHCKOW TNOMOLIM B 3KCTPEHHOU
dopme.

5.36. AnropuTM oOpamieHus: B CIyXObl CIIACEHUS, B TOM
YHCie BbI30BA BhIE3THON OpUrabl CKOPOM METUIIMHCKOM
ITOMOIIIH.

5.37. IlpuHuunsl nedcTBUS NPUOOPOB AJIS HAPYKHOM
AIIEKTPOUMITYJIbCHOM Tepanuu (1epuOpusuIsiimm).

5.38. IIpaBuia BBIITOJTHEHHS Hapy>KHOI
AIIEKTPOUMIYJIbCHOM  Tepanuu  (nepuOpuuisiuuu) c
HCII0JIb30BaHUEM aBTOMATUYECKOTO Hapy>XHOTO
nedubpumisaropa.

5.39. MeaunuHCKUE TOKa3aHUs M MEAHULMHCKHE

IMPOTHUBOMNOKA3aHNWA K TMPOBCACHHUIO PCaHMMAIIMOHHBIX

3I0POBbSl  TOCTpajaBliero (IOCTPagaBIINX), a
TaKkK€ YYaCTHUKOB OKa3aHHUS  MEIMIIMHCKON
MIOMOIIIM B J3KCTPEHHOH (OpME U OKPYKAIOIIMX
JUI, B TOM  4YHCIEe  TPEAOTBpallCHUE
JIOTIOJTHUTEIILHOTO TPaBMHUPOBAHUS
MOCTpaiaBIIero (MOCTPaAaBIINX).

5.y4. ObecnieueHrne cOOCTBEHHON 0€30MacCHOCTH, B

TOM  4YHCIE C  HUCIOJb30BAHUEM  CPEICTB
WH/IMBUyaJIbHOM 3aIUTHI.

5.y5. BbI30oB Bble31HON  Opuraapl  CKOpoit
MEIULUHCKON IIOMOIIH, nepeMelleHue,
TPAaHCHOPTUPOBKA  IIOCTPAJaBIIEro, Iepegada
[OCTPAJaBILEro  BbIE3HOM  Opurage CcKopoi

MEIUIIMHCKON MTOMOILIH.

5.y6. OLieHKa KOIM4ecTBa NOCTPaJaBUINX.

5.y7. YcrHoe uHpOpMHUpPOBAHUE TOCTPAAABIIETO U
OKPYKalIIMX JIMI O TOTOBHOCTU OKa3bIBaTh
MEAMIMHCKYIO IIOMOIb B 3KCTpEHHOW ¢opme, a
TaKkkKe O Hayalle MPOBEACHUS MEPOINPUATUN IO
OKa3aHUI0 MEAMIMHCKOM IOMOIIM B 3KCTPEHHOU

dopme.

5.y8. OcyuecTBieHue s dexTuBHON
KOMMYHHMKAallUM C TIIallHUEHTOM, €ro 3aKOHHbBIM
MPEJICTAaBUTENIEM, OKPYKAIOIIUMHU  JIMIAMH U
MEIULIUHCKUMH pPa0OTHUKaMHM, B TOM 4YHCIIE
BbIE3JHOW  OpuUrajol  CKOpod  MeAMIIMHCKON

MIOMOUIY NP OKa3aHUM MEIULMHCKON NMOMOLIM B
IKCTPEHHOU dopme.

5.y9. YcrpaneHue BO3IEUCTBHUS MOBPEXIAIOIIMX
(hakTOpOB HA TTOCTPAIABIIIETO.

5.yl10. N3Bneuenue IIOCTPAIABILETO u3
TPAHCIIOPTHOT'O CpeacTBa WIH JIPYTHUX




MEpOIPHUATHIA.

5.310. IIpaBuia IIPOBEJICHUS 0a3oBoi
CepAEeYHO-JIETOYHON peaHUMalUH.

5.311. MeTtobl oOecrieyeHus IIPOXOIUMOCTHU

JbIXaTEJIbHBIX ITyTEH.

5.312. [IpaBuia 0OCTAHOBKH HapyX HBIX KPOBOTEUEHHUH.
5.313. IlpaBwia HanoXeHUS TOBSI30K IPU OKa3aHUU
MEIUIIUHCKON TIOMOIIH B SKCTPEHHOU opMme.

5.314.  CmocoObl  OXJ@XIEHUS  NpU  TpaBMax,
BO3JCHCTBUAX  W3JIyU4EHHUS, BBICOKHX  TEMIIEpaTyp,
XMMUYECKHX BEIIECTB, YKycaX WIH YKaJIUBaAHUAX
ATOBUTBIX JKUBOTHBIX; IPOBEJIEHUS TEPMOM3OJSALUU U
COTpEeBaHUs PU BO3IEUCTBUU HU3KUX TEMIIEpATYp.
5.315. Metoapl MMMOOMIM3ALMM C HCIIOJIB30BAHUEM
MEIULMHCKUX U3ACIIUNA U MTOAPYUYHBIX CPEJICTB.

5.316. [IpaBuia MCIIOJIb30BaHUs CPEICTB
WHUBUIyaJIbHOW 3alUThl [IPU OKA3aHUU MEAULUHCKON
MIOMOIIM B 3KCTPEHHOU (hopme.

5.317. IlpaBuwia ¥ MOPSNOK NPOBENEHUS MOHUTOPUHIA
COCTOSIHUSI TallMEHTa IMpPU OKAa3aHUU METUIMHCKOU
IIOMOIIIM B OKCTPEHHOW ¢opme, TOPSIOK Iepesadn
MalMeHTa BBIE3JHOM Opuraze CKOpOW METUITUHCKOM
ITOMOIIH.

5.318. [Topsnox IIPUMEHEHUS JIEKApCTBEHHBIX
IIPENnapaToB M MEIULMHCKUAX M3LCINNA IPU OKa3aHUH
MEAMIIMHCKON MTOMOIIH B SKCTPEHHOMU (hopMe.

TPYAHOOOCTYIIHBIX MECT.

S.yll.  Tlepememienue  moOCTpagaBLIErO B
6e301acHoe MeCTO.
5.y12. Obecneuenue IPOXOUMOCTH
IBIXaTENIbHBIX ~ MyTeH MpU  UX  3aKyIOpKe
WHOPOJIHBIM TEJIOM.
5.y13. IlpoBeneHue  MNEPBUYHOIO  OCMOTPA

MaIHMeHTa TPU COCTOSHUAX, TPEOYIOLINX OKa3aHUs
MEINLUHCKON IIOMOIIH B 3KCTPEHHOU (opMme.
5.yl14.  OcymectBieHue  MEpONpUATHH IO
BPEMEHHON OCTaHOBKE Hapy>KHOTO KPOBOTEUEHUS,
B TOM 4YHCJIE€ TpPsSMBIM JaBJICHHEM Ha pany,
HAJIO)KEHUEM JIaBAlIeH MOBA3KH (B TOM 4YHCIE C
¢dukcanmeld HMHOPOIHOTO TeNa), HaJIOKCHUEM
KPOBOOCTaHABIIMBAIOIIIETO KI'yTa.

5.yl5. Onpenenenne HamU4Usi TPU3HAKOB JKU3HU
y MOCTpaJiaBUIero (HaJM4ue CO3HAHMS, Haludue
JIBIXaHUS C TIOMOIIBIO CITyXa, 3pEHUS M OCSI3aHMS).
S.ylé. IIpoBencnue CEpAEYHO-JIETOYHON
peaHMMall W TOJJICpPKaHHE MPOXOAUMOCTH
JIbIXaTeIbHbIX MyTeH.

S.yl7. Ucnonp3oBanne ABTOMAaTUYECKOTO
Hapy>kKHOro AepudpuIATOpAa.

5.yl8. Hanoxxenue OKKJIFO3UOHHOM
(repMeTH3UpyOLIE) TOBS3KM TpPH  PaHEHUH

IPYAHOU KJIETKHU.

5.y19. [IpombIBaHue xemyaKa.

5.y20. OxyaxaeHue npu TpaBMax, BO3ACHCTBHUAX
U3JIy4EHUs, BBICOKMX TEMIEpPATyp, XUMHYECKHX
BEUIECTB, YKyCaxX WJIH YKaJUBAaHUSAX SJAOBUTHIX
JKUBOTHBIX.

5.y21. IIpoBeneHre TepMOU3OISIIUA U COTPEBAHUS




IIPYU BO3JICHCTBUU HU3KUX TEMIIEPATyp.

5.y22. [IpoBenenue MMMOOMIN3ALUN
(00Ge3nBIKMBAHUS) c HCITOJIb30BaHUEM
MEAWIIMHCKUX HM3CTUI WM TMOAPYYHBIX CPEICTB;
ayTOUMMOOMWIM3alMsl  WIM  00e3[BHKUBAHUE
pyKamu TpaBMUPOBAHHBIX YacTel Tea.

5.y23. [IpenoTrBpaienue JOIIOJIHUTEIILHOTO
TPaBMHUPOBAaHUSI TOJOBBI TIPU  CYJIOPOKHOM
MpUCTYIIE, COIIPOBOXKAAIOIIEMCS norepei
CO3HAHMS.

5.y24. llpunanue u noajep>kaHue ONTHMAIBLHOTO
MOJIOKEHHUS TeJla TIOCTPAJIaBIIETO B 3aBUCHMOCTH
OT €ro COCTOSTHUSI.

5.y25. OcyuiecTBieHue KOHTPOIS COCTOSIHUS
MOCTPa/aBIIero (HAJIUYUS CO3HAHMS, JIbIXaHUS,
KPOBOOOpAICHUsI H  OTCYTCTBHS  HApPYKHOTO
KPOBOTEUYCHHS); OKa3aHue MOCTpaJaBIIEMy
MICUXOJIOTHYECKOH TIOICPIKKH.

5.y26. IlpuMeHeHue JEeKapCTBEHHBIX IMPENapaToB
U MCIWIWHCKHX  W3JCIUA TIpH  OKa3aHWUH
MEAMIIMHCKOW MOMOIIH B SKCTPEHHOMU (hopMme.




7. YueOHbIil [1aH;

III. Y4eOnbIii miian

No HaumenoBanus monyneit, TeM, pa3aeioB KonuyecTBo 4acoB (Tpya0eMKOCTh)
n/n MPaKTHKU BCETO B TOM YHCJIC TIO BUJaM y4eOHOM eI TeIIbHOCTH
JCKIUU 3aHATHS CEMUHAPCKOTO TUTIA MpaKTHKa | aTTecTall
(ceMuHapBI, TPAKTUYECKUE 3aHATHUA, Hst
PAKTUKYMBI, TAO0OpaTOpHBIE padOTHI,
KOJUIOKBUYMBI U HHBIC aHAJIOTUYHbBIE
3aHATHSA)
BCETO B TOM YHCJIE
MPaKTUYEC | BO3MOXKHO
Kast HCIIOJIB30Ba
MOArOTOBK | Hue DO u
a JOT
1 Mopayasb 1. AKTyanbHbIE aCTIEKThI 42 30 12 0 12 0 0
OpTraHU3aIH MEIMKO-TeHETHICCKON TTOMOIIIH
1.1 MenunuHcKasl TeHeTHKA KaK HayKa 12 12 0 0 0 0 0
1.2 AKTyaJbHBIE BOITPOCH! KIIMHUYECKOI TeHETHKU 14 12 2 0 2 0 0
13 CoBpeMeHHbIE IPUHIUIIBI OpraHU3aluu 6 2 4 0 4 0 0
MEIHUKO-TeHETHYECKOM ImomoIu B Poccuiickoi
®eneparuu. [IporpaMMbl CKpHHHHTA Ha
HACJICACTBCHHBIE 3a00JIeBaHUS
1.4 Opranu3zanusi COBpEMEHHON JUarHOCTUYECKON 6 2 4 0 4 0 0
nabopatopun. KoHTposib kauecTBa
71a00PaTOPHBIX UCCIIEeIOBAaHUIN
1.5 AKTyanbHbI€ BOIPOCH MEAUITUHCKON 4 2 2 0 2 0 0

CTaTUCTHKN U MCAUKO-TCHCTUYCCKOI'O
MOHUTOPHHTA. BC,Z[CHI/IC MCHHHHHCKOﬁ
JOKYMCHTAllUN




Moayab 2. CoBpeMEHHBIE aCIIEKThI
71a00paTOPHOM TEHETUUECKOM IMarHOCTUKU
HACJICJICTBEHHBIX O0JIe3HEH

66

30

35

29

2.1

Oco0EHHOCTH U MPUHIIUIIBI METOJIOB
MOJICKYJISIPHO-T€HETHUECKON JIMarHOCTUKH

2.2

COBpeMeHHHG MCTOJBI 1 AHAJIN3 PC3YJILTATOB
CCKBCHHUPOBAHNA HYKJICHHOBEBIX KHUCJIOT.
BbICOKOHpOI/BBOI[I/ITeJIBHOG CCKBCHHUPOBAHUC

12

2.3

CoBpeMeHHbIE aCIIEKThI
MOJICKYJISIPHO-TCHETHUECKOM TUAarHOCTUKY B
OHKOJIOT'MHN

2.4

AKTyanbHbIe TPOOIEMbI METUITTHCKOM
IIUTOTCHOMHUKH. | [UTOreHOMHEIE METO/bI B
JIMAarHOCTHUKE HACIIEACTBEHHBIX 00JIE3HEN

12

2.5

HHuTtepriperanus pe3ysbTaToB
LIUTOT€HETUYECKHUX,
MOJIEKYJIIPHO-IIUTOTEHETUYECKUX U
LIUTOT€HOMHBIX HUCCJICJOBAHUM

2.6

buoxummyaeckne METOJbI TMArHOCTUKU
HaCJICACTBCHHBIX Oose3Hel

12

2.7

Hutepriperanus pe3yibTaToB OMOXUMHUYECKUX
HCCIIEN0BaHUI HACIEICTBEHHBIX 00IE3HEN
oOMeHa BENIECTB

2.8

CoBpemeHHbIe HHPOPMAITHOHHBIE TEXHOJIOTUI
B 1a00OpPaTOPHOMN TEHETHKE

2.9

HpOMe)KYTO‘lHa}I arrecranus 1Mo MOoayJro 2

Moayas 3. [IpodunakTuka HacaeACTBEHHBIX
Oone3Hel. AKTyalnbHbIE BOIPOCHI
HEOHATAJIbHOI'O CKPUHHUHTA

26

12

14

3.1

CoBpemeHHas cuctema NpopUIaKTUKU
HACJIE/ICTBEHHBIX 00JIe3Hen

3.2

HpeI/IMHHaHTaHI/IOHHOG TCHECTUYCCKOC




TECTUPOBAHHUC

3.3 [IpenaTtanpHas TMarHOCTUKA 4 2 2 0 0 0
34 HeonaTtanpHbI CKPUHUHT HACIEACTBEHHBIX 8 4 4 0 0 0
Oone3Hel
3.5 Ortudeckue npoOiIeMbl MEAUIIUHCKOM 4 2 2 0 0 0
FE€HETHKH
4 Monay.ab 4. CoBpeMeHHbIE TEXHOJIOTHH 6 2 4 0 0 0
OKa3aHHUs MEIULMHCKON ITOMOIIU B
HKCTPEHHOH opme
4.1 Oka3zanne MeIUIIMHCKON IIOMOIIU B 6 2 4 0 0 0
OKCTPEHHOH opme
5 Hrorosas arrecramus 4 0 0 0 0 4
WToro yacoB (TpyA0EMKOCTb) 144 74 65 29 12 B




IV. Pagoune nporpaMmbl MojyJ1eii °

8. PaGoune nmporpaMMbl MOTYJICH:

Ne i/t

Haumenosanue
MOJYJIEH, TEM,
pa3ziesIoB MPAKTUKH

Coneprkanue

Kongr
bopmMHUpyeMBIX
KOMIIETEHITHI

MO)Iy.]'[]: 1. AKTyaJ’[LHbIe ACIIEKTbI OpraHu3alnuu MeIUKO-TeHeTHYeCKOH MOMOIIH

1.1

MemunuHckas
TF€HETUKA KaK HayKa

HanpaBnenust wucciegoBaHuii B COBPEMEHHOM
MEIUIIMHCKONM TeHeThKe. IeHeTHMKa 4YeloBeKa.
HacneacTBeHHOCTP M HM3MEHYMBOCTb. 3aKOHBI
Mepelayd  HACJIEICTBEHHBIX NPU3HAKOB. THIIBI
HacnenoBaHus. [Ipu3Haku, CUEIIEHHBIE C ITOJIOM.
B3aumogeiictBue HeayienbHbIX TeHOB. OCHOBBI
MONYJSALIMOHHOM  T€HETUKH. [lonsiTue o
n3meHunuBocTy. HopMma peakunn. Myranuonsas u
Moau(UKAMOHHAs ~ M3MEHYUBOCTh.  OCHOBBI
SKOJIOTMYECKOW  reHeTuku. LluTosnormyeckue
OCHOBBI ~ HAcleACTBEHHOCTU.  COBpEMEHHbIE
ACIIEKThI CTPYKTYPHO-(PYHKITMOHATHHOM
OpraHu3alu XpoMOCOM 4esioBeKa. KiieTouHbli
UMKiI.  MexaHu3mbl  MHTO3a M Meio3a.
I'etrepoxpomatun u »syxpomatud. Cerperauus
xpomocoMm. HopMasibHBII M MATOJIOTMYECKHI
KapUOTHIL. ['erepomopduzm XPOMOCOM.
Opranu3zanys reHoMa Ha XpOMOCOMHOM YPOBHE.
MozanumzmM U xuMepusM.  MolleKyasipHbIe
OCHOBBI ~ HaclencTBeHHOcTU. CTpykTypa U
CBOWCTBA  HYKJIEMHOBBIX  KHCIIOT. Tunet
NE30KCUPUOOHYKJIIEMHOBBIX M PUOOHYKIIEHHOBBIX
kuciaor. HWHbopmanms o0  CTPYKTYpHOH H
(GYHKIIMOHATBFHON  OpraHu3allii  XpaHeHUs U
rnepenayu TEHETUYECKOMN uH(pOpMaIIUU.
OcCHOBHBIE aCMEKThl M yPOBHU PEryJslUU
reHeTuyeckol uHdopmanuu. Myranuum — Kak
OCHOBa HAaCJIEACTBEHHON IIaTOJIOT M.
CoMaruueckre W TE€pMUHATUBHBIE MYTAalIUH.
MurtoxoHpuanbHbelii TeHoM. CTpyKTypa TeHa.

CurHanbHble, PETYJIATOPHbIE
MOCJIEI0BATEIBHOCTH. Tpanckpunuus.
Perynsauus TPaHCKPUITLIUH. Txaneas

cnenuduanocts. CrutalicuHr. AJBTEpHATUBHBINA
crtaricudr. Tpancisinuda. IlocrrpancnsunonHas
MO (UK. YpoBHH u MEXaHU3MBI
SMUTEHETUYECKON perynsuuu. ['eHHpie MyTanuu,
poip  pemapauud B HUX  (OPMHUPOBAHUMU.
JlunaMuyeckue MyTaluu.

IK-1, T1K-2

1.2

AKTyanbHbIE
BOIIPOCHI

AKTyaJ'IBHBIe ACIICKTBlI HACJICACTBECHHOCTH U
MnaTojioruu. Bo03MOXXHBIE THUIIBI HaCJICJOBaHU.

TIK-1, TIK-2,
TK-3




KJIIMHAYECKOU
TCHCTHUKHU

Knuandeckuit  momuMopdu3M  HacIeICTBEHHBIX
Oosie3HeH, ayuienbHas M JIOKYCHAs T'€HeTHYEeCcKas
rE€TEPOreHHOCTb. Knaccudukanus
HACJIEICTBEHHBIX Oosie3Hei. OcHoBHbIE
XapaKTePUCTUKU  HACJICJCTBEHHBIX  OOJIEe3HE.
XpOMOCOMHBIE 0oJie3HHU. [Tonsitue
XPOMOCOMHOT0 JucbhanaHca U €ro MOCIeACTBHUS.
Ponb XpoMOCOMHBIX aHOMaIui B HapyHIEHUIX
pEenpoOyKTUBHOU byHKIUY. MoHoreHHble
(bopmbI HACJIEICTBEHHBIX 3a00JIeBaHUN.
Knaccudukanuusa, ostuonorus, naToreHes Hu
pacrpoCcTpaHEHHOCTh MOHOTEHHBIX 3a00JIeBaHUIA.
MynbTrdaKTOpHBIC 00JIe3HH. Ponn
TCHETHYECKUX W CpPeloBBIX  (DaKTOpOB B
MIPOUCXOXKACHUA MYJIbTU(DAKTOPHBIX OOJE3HEH.
CoBpeMeHHbIE  NOAXOIABl K  JJaOOpaTOpHOU
JUArHOCTHKE MYJIbTU(AKTOPHBIX 3a00JeBaHUI.
OnureHeTuyeckas Maroyiorud. MeauuuHcKas
SIUTECHETUKA. bonesnu SIUTE€HETUYECKOT O
anmapara (XpomatuHomnaTtuu). MOpUHTHHT.
bonesnu T€HOMHOTO MMIIPUHTHUHTA.
I'enernueckue Oose3Hu, 00yCIIOBJIEHHBIE
MyTalUsIMU B COMaTUYECKHUX KieTKax. OCHOBHbIE
XapaKTepUCTUKU MYTAllMOHHOIO IIpoliecca B
COMAaTHYECKUX KieTkax. bone3Hnu reHomMHOU
HECTAOMJIBHOCTH. ODTHUOJIOTUYECKUE OCHOBBI U
METOAbl JUAarHOCTUKU. OCHOBbI OHKOI€HETHKH.
MonexkyisapHbie MEXaHU3MBI OILyXOJIEBOU
nporpeccur. OHKOINeHbl W OHKOCYIPECCOPBI.
HacnencrtBeHHble OHKOJIOTMYECKHE CHHJIIPOMBI.
CoBpeMeHHBIE  NOAXOABI K  JIMArHOCTHKE
TreHeTUYECKUX 3a0oyieBaHUM, OOYCIIOBIEHHBIX
MyTalusIMH B COMAaTHUYECKUX KJIETKaX.
AKTyanbHbIE NPHUHIMIBI 3THONATOr€HETUYECKOMN
TEpaNuu HaCJIEICTBEHHBIX 3a00J1eBaHU.
®depMeHTHast 3aMeCTUTENbHAs Tepanus
Haclle/ICTBEHHBIX Oosie3Hel oOMeHa. [IpuHIMITEI
Tepanuu MUTOXOHJIPUATIbHBIX 0ose3Heill.
OCHOBHBIE TPHUHLUIBI TapreTHOW TEPAIHH.
'enHass Tepanmusi Haclle[ICTBEHHBIX OOJe3HEN.
['eHOMHOE pelaKTUpOBAHUE.

1.3

CoBpeMeHHbIE
MIPUHIATIBI
OpraHu3aIuu
MCIUKO-TCHETHYEC
KOM TTOMOIITA B
Poccuiickoit
denepanuu.
IIporpammsl
CKpWHUHTA Ha

AKTyanbHbIE aCIIEKTBI OpraHu3aIuu
MEIUKO-TeHeTHUecKoM mnomomu B Poccuiickoit
denepanuu. CoBpemeHHas HOpPMAaTHBHAs
mpaBoBasi 0aza, perylIupywoias CTPYKTYypy,
eATeIILHOCTD u OCHOBHBIE 3a7auH
MEIMKO-TEHETHUECKUX  CIIy’)KO.  AKTyanbHBIE
BOINPOCHl OpPraHU3allid  MEAUKO-T€HETHYECKON
cnyxObl. 3amauM  J1a0OpaTOPHOM  TEHETHKH.
Opranms3anus MEIUIIMHCKOW  TIOMOIMM  TIpH

[K-1, T1K-2,
[1K-3




HACJIECTBEHHBIE
3a00JIEBaHUS

penaKux (opdhaHHBIX) 3a00J1eBaHUSX.
Opranuzanus ¥ BUJIBI IPOrpaMM CKPUHHMHTA HA
HacJleJACTBEHHbIE 3a0oiieBaHus B Poccuiickoi
@enepauuu. TpyaHoctd U Oapbepsl  Ipu
OKa3aHWHM TMOMOIIU IO Tpodro "MenTuIuHCKas
reHeTuka'.

1.4

Opranuzanus
COBPEMEHHOM
JAarHOCTUYECKOU
naboparopuu.
KonTtposb kauecTBa
nabopaTOPHBIX
HUCCIIETOBAHUN

AKTyanbHbIE IIEJIH, 3a/1a4M, BUbI J1a00paTOpHOI
JTUArHOCTUKHU, TPUMEHAEMbIE B MEIULIMHCKOMN
reHetuke. OOmIMe OpraHU3allMOHHbBIE TOIXObI K
nabopaTopHOil TUarHocThkKe. BoO3MOXHOCTH W
OrpaHHYeHUs, 00JIACTU NMPUMEHEHHUS Pa3IMYHbIX
METO/IOB B MEUILIUHCKOM TECHETHKE.
CoBpemeHnHble  TpeOoOBaHHMS K  OpraHU3alUd
NEeSATETbHOCTH MEUIIUHCKUX pabOTHUKOB
nabopatopuri M 0OECIEUEHHI0 Oe301aCHOCTH
MEIUIIUHCKON JACSITEIBHOCTH B OpraHU3AIUAX
MEIMKO-TeHEeTHUeCKoro mnpoduis. Opranuzanus
JESATEIbHOCTH HaXOJSIIETOCs B PaCHOPSHKCHUH
CpEIHETO u MJIAJIILIETO MEJIULIUHCKOTO
nepcoHana. BpiOop oONTHManbHOrO TOIXOAa B
nabopaTopHON JAMArHOCTUKE HACIEICTBEHHOM
narosiorud. KoHCynbTalmoHHOE HaNpaBJICHUE
NEeSATEITbHOCTH naboparopuu
MEMKO-TEHETHUECKOTO Tpoduis. AKTyaabHBIC
MPUHLHUIIBI  OpraHU3alMy  [PEaHATUTHUYECKOTO
sTama 1abopaTopHbIX wccnenoBanuid. [IpaBuia
coopa U XpaHeHHUS OMOJIOTMYECKOTO Marepuana
JUII  TEHETHYECKOW  JUAarHOCTUKH. TexHHKa
0e3omacHOCTH Tpu paboTe C MyTareHHbIMH U
TOKCUYHBIMU BEIIECTBAMH. AKTyaJIbHbIEC aCTIEKThI
obecrieueHrs KOHTPOJSl KauyecTBa J1abOpaTOPHBIX
HCCIICIOBAHUN B MEAUIIMHCKON T€HETHKE.

[1K-1, T1K-2,
[1K-3

1.5

AKTyanbHbIE
BOIIPOCHI
MEIUITMHCKON
CTATUCTUKH U
MEINKO-TEHETUYEC
KOO MOHUTOPHUHTA.
Benenue
MEIUITMHCKON
JIOKYMEHTaLUU

AKTyanpHOE MpaBOBOE obecrnieueHue
npoeCCUOHANIBHONU  JCSITEIIBHOCTA B 00JacTH
MEIUUUHCKON  cratuctuku.  Mcnonab3oBaHue
COBPEMEHHBIX MEAMIIMHCKUX HH(POPMAIMOHHBIX
CUCTEM B O0OJaCTH MEIOUIMHCKOW TE€HETHUKU U
MH(POPMAIMOHHO-TEIEKOMMYHUKAITMOHHOW CETH
"UntepHer". AHanu3 nokazarened MeAUIUHCKON
nesTeabHOCTH. [ludpoBbie TEXHONOTHHM W UX
poJib B OpraHU3allUd MEIULMHCKOM MOMOUIA
MalMEeHTaM C HacJeACTBEHHBIMHU 3a00JI€BaHUSIMHU.
Pabora ¢ mepcoHaNbHBIMH JTAHHBIMU TAIUEHTOB
U CBEACHHUSMH, COCTABISIONIMMH BpadeOHYIO
TalHy. 3anonHeHue MEIULIUHCKON
JOKYMEHTAIlMi, B TOM YHCJIE B DJICKTPOHHOU
dbopme. DopmMupoBaHHE  HAMpaBICHUS  Ha
TEHETHYECKYIO JTUATHOCTHKY. [ToaroroBka
3aKJIIOUEHUs TI0 pe3ylbTaTtaM J1abopaTOpPHOM
JTNAarHOCTHKH. AKTyanbHbIE ACTIEKTHI

TIK-1, [TK-2,
TK-3, TTK-4




MH(POPMAIIMOHHON 0€301acCHOCTH W TPEOOBAHMI
K paboTe ¢ mepcoHaIbHBIMU JAHHBIMU.

Moayab 2. CoBpeMeHHbIE AaCNeKTbl JAa0OPATOPHOH TeHeTH4eCKO

HACJeACTBEHHBIX 00JIe3Hel

H JIMArHOCTHKHU

2.1

OcobeHHOCTH U
TIPUHIIHAITBI
METOI0B
MOJICKYJISIPHO-TE€HE
THYECKOM
MHArHOCTHUKHU

Hcrounuku, mnpaBuina cObopa U XpaHEHUs
OMOJIOTUIECKOTO Marepuaia JUTSt
MOJIEKYJIIPHO-TE€HETUUECKOM JIMAarHOCTHKHU.
[IpsiMble ¥ KOCBEHHBIE METOAbI JAUATHOCTUKH
N€30KCUPUOOHYKICMHOBBIX KHCJIOT.
CoBpeMeHHbIE  TapreTHble  METOJbl  IOUCKA
MyTaluit - PECTPUKIIMOHHBIN aHalus,
MoJIMMEpa3Hasl IenHasi peakluss B peaJbHOM
BPEMEHHU, aHaIu3 KpUBOU IIJIaBJICHUS,
MYJIbTUIUICKCHAS JUra3zo3aBucuMast
amruindukaius npo6. [IpuHuuner nomumepasHon
LernmHoM peakuuu. ['MOpuan3aliuOHHBIE METO/IbI,
MIPUMEHSEMbIE B JUAarHOCTHUKE
NE30KCUPUOOHYKIICHHOBBIX KUCIIOT. AKTyaIbHBIC
METOJIbI Pa0OThl C HYKJIEHHOBBIMU KHCIOTaMH.
AKTyanbHbIE METO/IbI BBIJICIICHUSI
Ne30KCUPUOOHYKIIEUHOBBIX U PUOOHYKIEHMHOBBIX
KHCJIOT. CoBpemMeHHast KJaccudukanus
BAPUAHTOB HYKJICOTHIHOW MOCJIEI0BATEIbHOCTH.

IK-1, T1K-2,
[1K-3

2.2

CoBpeMeHHbIE
METOJIbl U aHAJIN3
pe3yabTaToB
CEKBEHHUPOBAHHUS
HYKJIEHHOBBIX
KHCJIOT.
Beicokomnponssoau
TEIbHOE
CEKBEHUPOBAHUE

COBpeMCHHBIe METOAbI CCKBCHHUPOBAHUA
HYKJIEMHOBBIX KUCJIOT. CeKBEHUpOBaHHE TIO
Cenrepy. OcCHOBHBIE  TPUHIMIIBI  aHaJIU3a
pe3yabTaTOB  CEKBCHHUPOBAaHUS  HYKJICHHOBBIX
KHCJIOT. AKTyaJIBHLIe ACIICKThI KOHTPOJIA
KauecTBa MOJIEKYJISIPHO-T€HETHYECKHIX
HCCTIEIOBAHUIA. O6paboTka u aHajmn3
pE3yNbTaTOB CEKBEHHPOBAHUS C MPUMEHEHHEM
COBPECMCHHBIX KOMITBIOTCPHBIX ImporpamMmm.
OnpeneneHre MAaTOTEHHOCTH W KIMHUYECKON
3Ha4YUMOCTH BapHaHTOB HYKJICOTUAHOU
MOCIIeI0BATEILHOCTH. OcobenHoctu
oopMmIeHHs 3aKIIOYEHUS IO HCCIETOBAHMSIM,
MIPOBEIEHHBIM C HCIOJIb30BaHUEM
MOJICKYJIIPHO-TCHETUYCCKUX MCTOOOB.
JlocToMHCTBa W HENOCTaTKH  Pa3IUYHBIX
mathopm BBICOKOITPOU3BOJIUTEIILHOI'O
CEKBEHHUPOBAHMSI. Ob6nactu MPUMEHEHUS.
COBpeMCHHI)Ie MMPUHIHUIIBI u BO3MOXHOCTHU
WCIIOJIb30BaHUS MAHENBHOTO, 9K30MHOTO,
T€HOMHOI'0 CEKBEHUPOBAHUS. [IpuHIHATIBL
pa3paboTKu TaHeNnel T'eHOB ISl MOCIIEIYIOIIEro
WCCIIEIOBaHHS METOITaMHU
BBICOKOIIPOU3BOJIUTENHHOTO CEKBEHUPOBAHHSI.

MK-1.ITK-2,
I1K-3

2.3

CoBpemMeHHbIE
aCIeKThI
MOJIEKYJISIPHO-TE€HE

CoBpemeHHbIE METO/IbI BBISIBIICHUS
TEPMUHAJIBHBIX UM COMAaTHYECKUX T'€HETHUYECKUX
HapyLIEHUH NPU OHKOJIOTMYECKUX 3a00JICBaHUSX.

TIK-1, TIK-2,
TK-3




THYECKOU
JUArHOCTUKHU B
OHKOJIOTMH

MomnekynsipHO-TeHeTHYecKas JIMarHOCTHKA
HACJICACTBCHHBIX OHKOJIOTHYCCKUX CHHIAPOMOB.
MornekynspHO-TeHeTHYeCKasi JAWAarHOCTHKA TIPH
CTIIOPATUIECKUX OITyXOJIfIX.
MonekynsipHO-TeHeTHYecKasi TUarHOCTUKA JUIs
Ha3HAYEHWsT  TapreTHBIX  IIpemapaTroB  IIpU
pa3NMuUHBIX THUHax omyxojied. MuTtepnperanus
PE3YIbTATOB T'CHCTUYCCKUX I/ICCJICIIOBaHI/IfI B
oHKOJIOTHH. ['eHeTndyeckoe TeCTHpOBaHME [UIs
Ha3HAYEHUS TapreTHOU Tepanuu npu
HacJIeJCTBEHHBIX " CIIOPAINIECKUX
OHK03a00JIeBaHUSIX. CrpykTypa
JMAarHOCTUYECKOTO  3aKIIOYEHHsS ISl Pas3HBIX
TUIIOB FeHETUYECKUX 1a00paTOPHBIX
uccienoBaHuii B OHKONOTMH. (OcOOEHHOCTH
oopMIIeHHSsT 3aKIIIOYCHUS IO HMCCIIEOBAHUSM B
00JIaCTH OHKOT'CHETHKH.

2.4

AKTyanbHbIE
POoOJIEMBI
MEIHUIMHCKON
LUTOT€HOMHUKHU.
[uToreHoMHbIE
METO/bI B
JTMArHOCTUKE
HaCJEeACTBEHHBIX
Oone3ne

AKTyallbHbIE AaCIIEKThl OOJIE3HEH, CBA3aHHBIX C
XpPOMOCOMHOM  HECTaOMIBHOCTBIO, U  UX
IUarHoCTHKA. XpOMOCOMHBIN MO3aHuIN3M.
AJTOpUTMBI LUTOTEHETHYECKOMN u
MOJIEKYJISIPHO-LIUTOI€HETUYECKON  TUarHOCTHUKH.
MukpoieellMOHHbIE U MUKPOAYIUIMKAIIMOHHBIE
cUHApOMBbI. Pelkue XpOMOCOMHBIE aHOMAJIUU.
OcoOeHHOCTH  LIMTOTEHETHYECKOro  aHalu3a
OITYXOJIEH. I{urorenernueckue,
MOJIEKYJISIPHO-IIUTOT€HETUYECKUE u
LIUTOTEHOMHBIE ~ METOJIbl  HCCIIEJOBaHMS B
JTUarHOCTHKE XPOMOCOMHBIX aHOMAJIHII.
[uTorenernka COMAaTHYECKOMN MMaTOJIOTHH.
CoBpeMeHHbBIE IUTOTEHETUYECKUE HCCIIEN0BaHUS
IIPU CUHAPOMAX XPOMOCOMHOW HECTaOMIIBHOCTH.
TexHONOrMM TIE€HOMHOTO CEKBEHMpPOBaHHUS B
JTMarHOCTHKE XPOMOCOMHBIX aHOMaJIHil.
OCHOBHbIE MPUHLHUIIBI KYJbTUBUPOBAHUS KIIETOK
JUIS  TIOJIyYE€HUSI XPOMOCOMHBIX IpenapaToB.
OcobeHHOCTH 00pabOTKU KJIETOYHBIX KYIbTYp
JUIS  TIOJIyYE€HUSI XPOMOCOMHBIX IpenapaToB.
Meroasl OKpalllBaHUs XPOMOCOMHBIX
Ipenaparos. CoBpemeHHbIE
MOJIEKYJISIPHO-IIUTOT€HETUYECKUE METO/BI
JUArHOCTUKM  XPOMOCOMHOW  MAaTOJIOTUH €
MIPUMEHEHUEM XPOMOCOM-CIIeU(PUIECKUX
30HJOB  JI€30KCUPUOOHYKJIECHHOBBIX  KHCIIOT.
dnyopectienTHas ruOpuan3anus in situ. OCHOBBI
MpoOOMOATrOTOBKM, MEYEeHHUS UM JEeTEeKIUH.
Paznuunbie BapuaHThl 30HAOB. Moaudukanuu
(bayopecrieHTHOM — THOpuaM3amuu  in  Situ.
MenuuuHcKkMe TIOKa3aHWs K  [PUMEHEHUIO,
BO3MOXHOCTH M orpaHudeHus. CpaBHUTENIbHAs

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




TeHOMHas TuOpuau3alus U XPOMOCOMHBIN
MUKPOMAaTPUYHBINA aHamnus. MenunuHckue
[IOKa3aHUA K IPUMEHEHHUIO, BO3MOXHOCTH U
OTrpaHUYECHUS.

2.5

HNurepnperanus
pe3yIbTaTOB
LUTOT€HETHYECKHUX,
MOJIEKYJISIPHO-ITUTO
TeHETUYECKUX U
LUTOT€HOMHBIX
HUCCIIETOBAHUN

AKXTyasnbHble HPUHIUIIBL UACHTUDUKALIMH
MHUBUAYAJIbHBIX XpOMOCOM COIJIACHO
MexayHapogHOil CHUCTEME IIUTOr€HEeTUYECKOM
HOMEHKJIATYPHI YeNoBeKa. [Tpobnema
XPOMOCOMHOI'O  IOJIUMOp(pHU3Ma Yy 4YEJIOBEKa,
9yXpPOMAaTHUHOBBIE BAapUAHTBl, JIOMKHUE CaWTHI.
BapuaGenbHOCT  CTPYKTYpBI, KOJMYECTBA M
JOKaJIn3aluu paiioHOB, coJieprKaInx
KOHCTUTYTUBHBI T'€TEpPOXPOMATHH B KapHOTHIIE
YeJIoBeKa. MexaHu3mbl BO3HUKHOBEHUS
YUCIOBBIX M  CTPYKTYPHBIX ~ XPOMOCOMHBIX
aHoMmanuil.  [lepuBaTHble, PEKOMOWHAHTHBIE,
MapKepHbIE, KOJIbLIEBBIE XPOMOCOMBI.
Crenuduka  MHKPOCKONUYECKOTO  aHAJIN3a
OTJENIbHBIX BapHUaHTOB XPOMOCOMHOTO
nomumoppmsma, ux  auddepeHnmamms ot
CTPYKTYPHBIX NEPECTPOEK KapHOTHUIIA YEJIOBEKA.
3anuch pe3yJIbTaTOB LUTOT€HETUYECKOT O
HCCIIeI0BaHUS B COOTBETCTBUU c
MexnyHapoaHOW CUCTEMOM LHMTOI€HETHYECKON
HOMEHKJIaTyphbl YeJioBeKa. Ananus u
MHTEpIIpeTaLus pe3yJabTaToB
LUTOI€HETHYECKOTO,
MOJIEKYJISIPHO-IIUTOT€HETUYECKOTO U
LUTOI€HOMHOTO  HcciefioBaHusi. OcoOeHHOCTH
oQOpMIIEHHS 3aKJIIOUEHUSI IO HCCIEAOBAHUAM,
IIPOBEIEHHBIM C HCIIOJIb30BAaHNUEM
LUTOT€HETUYECKHUX,

MOJIEKYJISIPHO-IIUTOT €HETUYECKUX U
LIUTOT€HOMHBIX METOJIOB.

[1K-1, T1K-2,
[1K-3

2.6

buoxummnueckue
METOJIBI
JIMAarHOCTHUKH
HaCJEICTBEHHBIX
OoJte3He

AKTyanpHbIE TOAXOIbI K cOOpy, MOJIrOTOBKE,
TPAHCIIOPTHPOBKE M XPAHEHHUIO OMOJOTHYECKOTO
Mmatepuana. KoHTponb kauectBa. [IpuHIMITEI
Ka4yeCTBEHHOTO H KOJIMYECTBEHHOTO aHaJIN3a
MeTa0OJIUTOB B JMArHOCTHKE HACJEACTBEHHBIX
Oone3Heil obmena BemecTB. CoBpeMEHHbIE

METOBI OMOXHMHUYECKOH IHArHOCTHUKHU
HACJIEICTBEHHBIX 0oJie3HeEH: TaHIEMHAas
MaccC-CIEeKTPOMETPHS KakK KJIIOYEBOH
71a0OPAaTOPHBIN METOJT HEOHATATFHOTO CKPHHUHTA
31 MOITBEP K A0 IHArHOCTUKHU
HACJIEACTBEHHEBIX OoJie3Held oOMEHa BEIIECTB;
BBICOKOA( (heKTHBHAS JKHIKOCTHAs

xpomatorpadusi; razoBas xpomatorpadus ¢
Macc-clieKTpomeTpueii. Metoasl  onpeneneHus
AKTUBHOCTH (bepMEeHTOB. Pazbop

IK-1, T1K-2,
I1K-3




MpeaHATUTHYECKUX OIMMMOOK M WX BIMUSHHUS Ha
JMArHOCTHKY HACIIEJCTBEHHBIX OoJie3Hel oOMeHa

BemlectB. Pacuer akTuBHOCTH (PEepMEHTOB H
KOHIICHTpalUii METa00JINTOB

2.7 HNurepnperanus AKTyaJibHbIE aCIIeKThI MacCOBOTO u | [IK-1, TIK-2,
pe3yabpTaToOB CCJICKTMBHOTO CKpWHWHTA Ha HacienctBeHHsie | [TK-3
OMOXHUMHYECKUX O6onesnn oOmena BemiectB. CoBpeMeHHbBIE
WCCIIETIOBAaHHH TPUHITUIIBL aHaM3a pe3yIbTaToB
HACJIEICTBEHHBIX OMOXMMHYECKHX HCCIEAOBaHUN. AKTyaJbHbIE
0ose3Helt oOMeHa O0COOCHHOCTH  O(GOPMIICHHS  3aKJIFOYCHHUS  TIO0
BELIECTB OMOXHUMHYECKOI JTUarHOCTHKE. Pazbop

KIIMHHYECKUX CITy4aes. AJTOPUTMBI
muddepeHIMaTbHON AMATHOCTUKY HA OCHOBAHUU
OMOXUMHUYECKUX npoduei, CTpaTeruu
Bepubukauuu  guartoza.  OpraHuzanus
KOHTPOJTb Ka4yecTBa OMOXUMHUYECKUX
HCCIIEJOBaHUM.

2.8 CoBpemeHHbIE I'enoMHBIe BapHaHTHI YelloBeka, ananu3 u ounenka | [1K-1, T1K-3,
nH(OPMALIMOHHBIE | MATOTEHHOCTH. AKTyalbHbIE kputepuu | [1K-4
TEXHOJIOTUU MaTOr€HHOCTH COTJIAaCHO PEKOMEHIANAM
B J1a00opaTopHOit npodecCHOHANBHBIX MEAUIIMHCKUX acCOLMAIUN
TCHETUKE (coobecTn). CoBpeMeHHbIN

OouonH(popMaTUIeCKuit aHaIIn3 JAHHBIX.
AxTyanpHble 0a3bl JaHHBIX W KOMIIBIOTEPHEIC
mporpaMMbl  JUisi  paboTel € pe3yibTaTaMu
TeHEeTHYeCKUX wHccienoBannii. CoBpEeMEHHBIC
MOAXOMbl K  aHamm3y  (DYHKIMOHAIBHBIX
HJIEMEHTOB T€HOMa.

2.9 IIpomexyTouHas Kontpons pesynbraroB oOyuenus B pamkax | [1K-1, T1K-2,
aTTeCcTaIus 110 ocBoeHus Tem 2.1-2.8. IIK-3, TIK-4
MOAYJIO 2

3 Moayas 3. IlpoduinakTuka HacaeACTBEHHbIX 00Jie3Hell. AKTyajJlbHble BOIPOCHI
HEOHATAJbHOI'0 CKPUHHMHTIA

3.1 CoBpemeHHas AKTyanbHbIE TEHETUYECKUE ocobennoctu | [1K-3
cucrema HAaCeJeHUsl pPa3Iu4HbIX PEruoHoB Poccuiickoit
npOopUIAKTUKA ®enepanun. CoBpeMeHHbIE MOAXOMbl K pacueTy
HACJIE/ICTBEHHBIX PUCKOB TIpH PA3JIMYHBIX THIIAX HACIIETOBAHMS.

Oone3Hen IIpexkoH1enInOHHBIH CKPHUHUHT. OcHOBBI
MPEKOHIETIIINOHHOM npoUIaKTUKA
HacJIeICTBEHHBIX 00JIe3HEH.

3.2 [IpenmnnanTtanuon | CoBpeMeHHbIE MOJIXOJ1bI k | [1K-3
HOE MIPEUMIUIAaHTAlIUOHHOMY T€HETHYECKOMY
TCHETHYECKOe TECTUPOBAHUIO npu BCIIOMOTATEITbHBIX
TECTUPOBaHUE PENPOIYKTUBHBIX TEXHOJOTHAX. AKTyalbHbIE

0COOEHHOCTH  O(OpMIICHUSI  3aKJIIOYCHHS TI0
IPEUMILIAHTAIIMOHHOMN TMarHOCTUKE.

3.3 [IpenatanpHas BosmoxxuocT HCCIIEI0BaHUS mwionsoro | I1K-3

JTUArHOCTHKA MaTepuaga JUis YCTAaHOBJIEHHUS T'€HETHYECKOTO

craryca peOeHka. [IpeHaTalbHbBII CKPUHUHI U
VHBa3MBHAasl JMAarHOCTUKA. AKTyaJIbHbIE METOMbI




MpeHaTaJbHOW JTUArHOCTHUKU XPOMOCOMHBIX H
MOHOI'€HHBIX Ooe3Hei. IIpenaranbHbIi
CKPUHHUHI XpPOMOCOMHBIX HapylIeHUN (CKPUHHUHT
IIEpPBOTO TpUMeECTpa, HEWHBa3UBHBIN
MpEeHATAIbHBIN TECT). Bo3MoxHocTu u
OTpaHMYEHUs]  IpPEHATaIbHOW  JIMArHOCTUKU
MOHOT€HHBIX U XPOMOCOMHBIX OoJie3Hed. Turmbl
IUIOJHOTO MaTepuana ¥ HX IPUTOJHOCTb IS
pPa3IUYHBIX BHUAOB JUArHOCTHKU. AKTyallbHbIE
O0COOCHHOCTH  O(GOPMIICHHS  3aKJIIOYCHHUS TIO0
MIPeHaTaJIbHONW TUArHOCTHKE.

3.4 HeonartanbHslii Heonatanpubiii  ckpuHuHr  HacneacTBeHHbIX | [1K-3
CKPUHUHT OoJiesHel B Poccuiickou denepanuu:
HACJIEJICTBEHHBIX aKTyaJIbHbIC METO/IbI, BO3MOYXHOCTH "

OoJe3Hen orpanndyeHusi. OcoOeHHOCTH ohOpMIICHHS U
BBIIAYU 3aKJTFOUCHUN 1o CKPUHHUHTY
HOBOPOXKJICHHBIX. KonTponb KauecTBa
WCCJICTOBAaHUI NMPU HEOHATAITHLHOM CKPHHHHTE.

3.5 OTHueckue CoBpeMeHHbIE 3TUYECKUE npobaemsr | I1K-2, TTK-3
poOIEMBI TCHCTUYECKOTO  TCCTUPOBAHMS, JICUCHUS U
MEIUIIMHCKOU npoUIaKTUKU  HACNEACTBEHHBIX  OOJe3HEl.

TCHETUKH KoHcynsTupOBaHHE 1O BOIPOCAM COBPEMEHHBIX
71a00PaTOPHBIX HCCIIETOBAHUN

4 Moayas 4. CoBpeMeHHbIe TEeXHOJOTHHM OKAa3aHUsI MeIMIMHCKOW MNOMOIIH B
IKCTPEHHOH (popme

41 OxkazaHue CoBpeMeHHOE HopMaTuBHO-TIpaBoBoe | [1K-5
MEIUIIMHCKON PETYJIMPOBAHKE OKA3aHMS MEIUIIMHCKON TTOMOIIIH
MTOMOIIH B B JKCTpeHHOU ¢opMme. J[MarHOCTHUKa COCTOSHUIA,

IKCTpEHHOM (hopMe | TPEOYIOIMUX OKa3aHUS MEAUIIMHCKOW MOMOIIU B
KcTpeHHOH  ¢opme.  KommyHukamus  co
ciy)k0aMu craceHMsl, BbBIE3JHBIMU Opurazamu
CKOpON MEIWLMHCKOW IOMOIIM, NALUEHTOM, €ro
3aKOHHBIM TMIPEJICTABUTEIIEM M OKPYKAIOIHUMU
munaMu. TpaHCIOPTUPOBKA M MMMOOMIIM3AIM
nanuenTa. CepaedHo-JeroyHas  peaHuManMsl.
OctaHoBKka HapYKHBIX KpOBOTEUYECHHUII.
OOecnieueHre  MPOXOJUMOCTH  JIbIXaTEIbHBIX
nyrei. [IpombiBanme xenynka. IIpuMeHeHue
corpeBaHuss M oxynaxzacHus. I[IposeneHue
TEPMOU3OJISILIMM U COTPEBaHUs MPHU BO3ACHCTBUU

HHU3KHUX TEeMIIEPATYp. [Ipumenenue
JICKapCTBEHHBIX MpenapaToB HU MEAUIHUHCKHX
U3IEITNI.

V. ®opmbl aTTecTAlMH

9. [IpomexyTouHas aTrTecTalusi, IpeayCMOTpEeHHas: y4eOHBIM IIJIaHOM, JOJDKHA BKIIIOYATh B ceOs
pElICHUE TECTOBBIX 3aJaHUM, CUTYallMOHHBIX 3a4ad, JACMOHCTPALMI0 YMEHHUM B COOTBETCTBUU C
coJiep’)KaHUEeM MOAYJS U IUIAHUPYEMBIMU pe3yibTaTamMu oOydeHus. dopmMa U KPUTEPUH YCIIEUIHOTO



IIPOXOXKACHHS TPOMEXYTOUHOHN aTTeCTAallUU ONPEIEISIOTCS OPTaHU3ALHACH.

WToroBast arrectanusi MpoBOAUTCS B (GopMe, ONpeAensieMOl opraHu3anueii, U BKIIIOYAeT B ceOs
pellleHHue TECTOBBIX 3aJaHMM, CUTYallMOHHBIX 3aad, IEMOHCTpauul0 yMeHuW. Krorosas arrecranus
OPOBOIUTCS JUISL OLEHKH CTENEHH JOCTHKEHHS OOYYaloUIMMHUCS 3allJIJaHUPOBAHHBIX PE3yJbTaTOB
oOyuenuss mo [Iporpamme M [OJKHA BBIABIATh TEOPETUYECKYI0 U IPAKTUYECKYK IOATOTOBKY
oOyuyaromierocsi. OOy4aromuncss J0MYyCKaeTcss K MTOTOBOW aTTECTAlMM NPU YCHEIIHOM IPOXOXKICHUH
IPOMEKYTOUHON aTTEeCTAllUU, IPEYyCMOTPEHHON Y4€OHBIM IJIAHOM.

OOyuaromumiics, ocBouBuMii IlporpaMMy UM yCHEIIHO MPOLIEAIINH HTOTOBYIO aTTECTALUIO,
TOMy4aeT JOKyMEHT O KBaTH(UKAIUH - YIOCTOBEPEHHE O TIOBBIICHUN KBaTHpuKarmy &,

10. Ouenounsie Matepuansl [Iporpammsl GOpMHUPYIOTCS OpraHU3aLUel U TPOBEACHUS TEKYIIETO
KOHTPOJISI, IPOMEKYTOYHOM aTTECTALIMK, UTOTOBOM aTTECTAllMM B COOTBETCTBHUHM C COACPKAHUEM MOIyJIEH
U IUIAHUPYEMBIMH pe3yibTatamMu oOydeHus. Kakjgoe 3amaHue OLIGHOYHBIX MaTEpPHaJOB JOJDKHO OBITH
COOTHECEHO C pe3yJbTaTaMu 00y4eHus, Ul OLIEHKH KOTOPbIX OHO npenHazHaueHo. POC [Ipunoxenue 1

IIpumep TecTOBOIO 3a1aHUS
Wuctpykuus: BeibepuTte ouH NpaBUIbHBIN OTBET

Bomnpoc (3ananue) BapuanTtsl oTBETOB [IpaBuiibHBI Konst
i oTBET pe3ynbTar
OB
oOyueHus
CekBeHUpOBaHUE A) pecTpUKIIMOHHOE KapTUPOBAHUE B 1.33
I€30KCUPUOOHYKICHHOBON | I€30KCUPUOOHYKICHHOBON KHCIOTHI
KHCJIOTHI - 3TO b) no3unmonHoe KJIOHUPOBaHHE

JIe30KCUPHUOOHYKICMHOBOW KUCIIOTHI

B) onpenenenue mociaenoBaTeIbHOCTH
HYKJICOTUIOB
Ne30KCUPUOOHYKIEMHOBOM KUCIOTHI [)
BBICTpanBaHUE KJIOHUPOBAHHBIX
MOCJIEIOBATEIFHOCTEH B OMIPEICIICHHOM
TOPSJIKE

IIpumep cuTyaumoHHOM 3a1a4u
WHCcTpyKIus: 03HAKOMBTECH C yCIOBHEM 3aaud. Ha ocHOBaHMU MoTy4eHHON MH(OpManuy 1ainTe
pPa3BEPHYTHIE OTBETHI HA BOIIPOCHI, IPUBEIECHHbBIC HUXKE.

Ycaosus

Myxunna, 41 roa, oOpaTuics ¢ 1ENbI0 YTOYHEHHUs IUarHo3a: CHUHOIepeOesUIsIpHas aTaKCusl.
JKanoOsl: maTKkoCcTh NpHU X0Ab0E, HapyIIeHHEe peyun, NoXyJAeHne Ha 3-4 KuiiorpaMma 3a mocieHue 2 roja
(12 xunorpamm 3a 5 ner). Cuuraer cebst OOJBHBIM CO IMIKOJIBHOIO BO3pacTa - OTMEeYajlach JierKas
IIaTKOCTb MPH X0/1b0€, TPYAHOCTH NMPH BBITOJHEHUH HEKOTOPBHIX YIPaKHEHHUH (MPBIKKH Yepe3 Ko3ia), HO
BCEr/la 3aHUMAJICS CIIOPTOM. YXyJuieHue ¢ 25-28 jeT B BUJAE pedyeBbIX HapyLIEHWH - "3aruieTaromuics
sa3bIK". MeuieHHoe mporpeccupoBanue 3abosieBanus. CemeiiHblil aHamue3: y otna (70 yer) cxoiHble
cumnToMbl. [lo JaHHBIM MarHUTHO-PE30HAHCHOM TOMOTpaduu TOJOBHOTO MO3ra (MpeAcTaBieHbl JaHHbIE
ot 2020 roma, 2022 rona u 2023 roxa): atpodust remucdep Mozkeuka. EMUHIYHBIE 0UaroBble N3MEHEHHS
cocyaucToro resesa. be3 nuHamuku. B HeBposiormueckom craryce: aTakcusi, CKaHIUpPOBaHHAs peEub,
NOJMHEHpOonaTHs, MUMOIIONAaHUE TPH BBHITIOJIHEHUH NMaJIbIIEHOCOBON MPOOHI.

3amanusa
1. Kako#t T Hacie1oBaHUs aTaKCUU MOYKHO TIPEATOIOKHUTh B JAHHOM CiTydae?



2. Kakme 0COOEHHOCTHM TATOTCHHBIX BapHAHTOB XapaKTEPHBI IS JWAarHo3a '"MO3’KeYKOBast
atakcus"?

3. CocTaBbTe MJ1aH MOJIEKYISPHO-TEHETUYECKOT0 00CIeI0BAHUS MAllMEHTA.

4. Y nauueHTa BbISBIEHA reTepo3uroTHas skcnancus JyMHou B 43 CAG nostopoB B rene ATXN1
(HOpMaJibHOE 3HAYEHHE MOBTOPOB HAXOIUTCS B Iuamna3zoHe ot 6 10 39): kKakuMH METOAaMH MCCIICOBAHUS
MO’KHO BBISIBUTH JJaHHBIN NIaTOI€HHBIN BapUaHT?

5. HeoOX0auMbl 11 TOTIOTHUTEIbHBIEC UCCIIEIOBAHUS TPOOAHAY WM YJIEHAM €r0 CEMbU?

ITaJIOHBI OTBETOB

1. B nanHOM ci1y4yae nmpeanosaraeTcsi ayToCOMHO-IOMUHAHTHBIN TUI HACJIETOBAHUSA.

2. IlpuunHOW aTakcuil 4YacTO SBJSAIOTCS IUHAMUYECKHE MYTallMd - [aTOICHHBIE BapUaHTBHI,
CBSI3aHHBIE C YBEJIMUYECHUEM YHCIIA IOBTOPOB B I'€HAX.

3. [Inan MONEKyIIPHO-TEHETHYECKOTO 00CIeI0OBaHUS OYJIET COCTOSITh U3 HECKOJBKUX ATAroB: 1)
MIOMCK 3KCIIAHCUIM B YaCThIX M'€HAX aTaKCUH ¢ UCIOJIb30BAHMEM METO/A MOJMMEPA3HOU LIEMHOM PeaKluu C
aHaJM30M TIOBTOPOB METOJIOM 3JEKTpodope3a B MOTUAKPUIAMHUIHOM Telie JUOO C HCIOIb30BaHHEM
MEUEHBIX MpaiiMepoB U NpOBEJACHHEM (ParMEeHTHOrO aHajdu3a Ha TEeHETUYECKOM aHajau3arope; 2)
UCCIIEIOBAaHME HK30Ma WM IaHEIM TIEHOB JUIsl IMOMCKAa TOYKOBBIX BapHaHTOB M MallbIX JAejeluil
(MHCepIMil) B TeHaX HAcleJACTBEHHBIX aTaKCHUi; 3) XpOMOCOMHBIH MUKPOMATPUYHBIN aHAIN3 WIA aHAIIU3
reHoMa JJIsl IOMCKa MPOTSHKEHHBIX AeNIeuil (MHCEpLMii) B TeHaxX aTakCcHil.

4. IlonumepasHasi 1IeMHAas Peakiys - MPOBepKa J1e30KCUPUOOHYKICUHOBOM KUCIOThI-aMILTU(UKaTa
(IIyOopecleHTHBIM METOJIOM, TOJMMepa3Hasi IeMHasi peakusi C MEYSHBIMH TpaiiMepaMu - (yparMeHTHBIH
aHaJIu3, aHaJIU3 FeHOMa Ha KOPOTKHUX U Ha JUIMHHBIX POUYTCHUSIX.

5. HccnenoBanme orna mpoOaHnma Ui TOATBEPXKICHHS cerperanud 3a00JieBaHHs B CEMbE H
MOJATBEPXKIEHUST auarHoza otua. OOcinegoBaHHWe KPOBHBIX POJICTBEHHUKOB IO OTI[OBCKOW JIMHUH,
UMEIOUIUX TMposBiIeHUsl aTakcuu. llpu mnosyueHun WHQPOPMUPOBAHHOIO coryiacus - 00cieaoBaHue
COBEPIICHHOJIETHUX O€CCUMIITOMHBIX KPOBHBIX POACTBEHHUKOB MPOOaHa.

Kompl pesynbratoB odyuenus: 1.32, 1.37, 1.39, 1.316, 2.34.

VI. Opranu3anuoHHO-NIeJarornyeckue ycjaosus peanusanuu [lporpammsi o

11. TpeboBaHus K KaipoOBbIM YCIOBUSIM peanu3anuu [Iporpammsi:

Peamuzamus Ilporpammer  obecrieunBaeTcss paOOTHHKAMH OpraHu3alMu W (WIH) JTUIAMH,
MIPUBJIEKAEMBIMU HA UHBIX YCIIOBHSIX.

KBanmudukanuss pabOTHUKOB OpraHu3aiuu, peanusyrommx I[IporpamMmmy, mgomkHa OTBEYaTh
KBATHM(UKAIIMOHHBIM XapaKTEPUCTUKAM, YCTAaHOBJIECHHBIM B ENWHOM KBanu(UKAIMOHHOM CIPAaBOYHUKE
TOJKHOCTEH  PYKOBOJIWTENEH, CHEMUaNuCTOB M CIyXammux, paszaene "KsanupuxanuoHHbIe
XapaKTePUCTUKU JIOJDKHOCTEH PYKOBOAMTENCH M CIEHUATUCTOB BBICHIETO MPOGECCHOHATBHOTO U
JOTIOTHUTEIBFHOTO  MPO(EeCCHOHATBFHOTO 00pa3oBaHusA", yTBEPKIACHHOM MpHKa3oM MMHHCTEpCTBA
37IpaBOOXpAHEHHs] M COMMANTbHOrO pa3BuThs Poccuiickoit ®eneparmu ot 11 sHBaps 2011 1. Ne 1520,
npodecCHOHATIBHBIM CTaHAApTaM (TIPU HAJTHYUH).

Jlexuuu POBOASITCS TUIAMHU, UMEIONIMMU YYEHYIO CTENEHb KaHJuJaTa WX JOKTOopa HayK, MpH
3TOM JIEKIIUU MOJYJIA 4 MPOBOASTCS JIMLIAMH, UMEIOIIUMH aKKPEIUTAIUIO MO OJHOM M3 CIEeIHAIbHOCTEN:
"AHnecre3nonorus-peanumarosiorusa’,  "Ckopas  MEIUIIMHCKAas  TMOMOIIb",  OCYIIECTBIISTIONIAMU
MEIUIMHCKYIO JIeATeIbHOCTh MO0 OJHOM M3 cHenuaibHOCTe: "AHeCcTe3uoJIOTHs-peaHuMaToNoTus ",
"Ckopasg MeAUIIMHCKAs MOMOILb" ¥ UMEIOIIUMU CTaX TaKOW JEeSITEIbHOCTA HE MEHEE 3 JIET.

He menee 40% oObeMa 3aHATHI CEMHUHAPCKOTO THUIA MPOBOIATCS JTUIAMH, UMEIOIINMH yYYEHYIO
CTEeTNeHb KaH/aHu/1aTa Wi JTOKTOpa HayK.

3aHATHS CEMUHAPCKOTO THUIAa MOIYJS 4 MPOBOISATCS B TPyIIe O0y4YaroNINXcs YUCIEHHOCTHIO HE
Oomee 10 wdyemoBeK JHMIIAMH, WMEIONIMMU aAKKPEAWTAIIMIO 10 OJHOM W3  CHEUaIbHOCTEH:
" AHECTe3MOJIOTUsI-peaHUMaToorus ", "Ckopast MeIUIIMHCKasA oMOIIb", OCYIIECTBISIOLIUMH
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MEJIUIIMHCKYIO JEATEIbHOCTh 1O OJHOW W3 CHeHUalbHOCTEH: "AHECTE3MOJIOrUusI-peaHuMaToIorus ",
"Ckopast MEIMIIMHCKAsI IOMOIIIb" ¥ UMEIOIIMMH CTaK TaKOU JIEATEIbHOCTH HE MEHee 3 JIeT.

12. TpeboBanus Kk KaapoBomy oOecreueHuro peanusanuu [IporpaMMbl B 4acTH MPaKTHYECKOM
ITOJITOTOBKH:

3aHATUS CEMUHAPCKOTO THMA MOAYJsA 2, MPEeayCMaTpPUBAIOIIHME IMPAKTUYECKYIO MOATOTOBKY B
COOTBETCTBUHM C Y4E€OHBIM IUIAHOM, IPOBOISATCS B TpyIIe OOYYalOUIMXCsS YHCICHHOCThIO He Ooznee 10
YEJIOBEK JIMIIAMH, UMEIOIIMMH aKKpPEIUTAIUIO TI0 OAHOM W3 crienuanbHocTel: "JlabopaTopHas reHeTuka",
"I'eHeTuka", OCYHIECTBIISIOIIMMUA MEAMLMHCKYIO JAEATEIbHOCTh IO OJHOM U3 CHEUUAIbHOCTEM:
"JlabopaTopHas reHetuka", "I'eHeTHKA" W UMEIOIUMH CTa)X TaKOW JEATEIHLHOCTH HE MEHEee 5 JIeT, WIH
JTUIAMHU, UMEIOIIUMHU aKKPEAUTAIMIO CHeHaINCTa Mo cnenuanbHocTu "buonorus", ocyiecTBIsSIONMMU
COOTBETCTBYIOIIYIO MEAMIIMHCKYIO ACATEIHPHOCTh U UMEIOIIUMH CTaX TAKOH NESATEIHHOCTH HE MEeHee 3
JIeT.

13. TpeboBaHus K MAaTEPHAIBHO-TEXHUYECKOMY OOeCTIeUeHHIO peann3aiuu [IporpaMmer:

Opranuzanus obecreynBaeT coOII0ACHUE CIEIYIOMUX TPeOOBAaHUHI K MaTepHaIbHO-TEXHUUYECKUM
yCJIOBHAM peanu3aruu [Iporpammsr:

Monynb TpeboBanust K MaTEepUATILHO-TEXHUYECKUM YCIOBUAM
peanuzanuu
[Iporpammebl
Mopnyasb 1. AKTyanbHbIE€ aCIIEKTHI 1. Hanuune yyeOHBIX ayJUTOPHI IUIOIIAbI0 HE MEHee 2,5
OpraHu3alK1 MEAUKO-TEeHETUYECKON KB. M. Ha OJHOr0O OO0YYaroLIerocs, OCHALIEHHbIX
IIOMOIIHU BHJICOIIPOCKIIMOHHON aIIIapaTypod M HEOTPAaHWYEHHBIM
Mopnyab 2. CoBpeMEHHBIE aCIIEKTHI JOCTYIIOM K HH(pOpPMallMOHHO-TEJIEKOMMYHHUKALIMOHHOM
1abopaTOpHON TeHETUIECKOU cetu "Mntepuer".
JMArHOCTHKH HACJIECTBEHHBIX 2. Hanuume KOMIUIEKTa JIMLEH3MOHHOTO IIPOIPaMMHOIO
0ose3Hei obecrieueHust, BKJIOYass CBOOOJHO pACIPOCTpaHIEMOE, B
Moayas 3. IIpodunaktuka TOM YHCJIE OTEYECTBEHHOTO MIPOU3BOJICTBA: ONEpallMOHHAs
HaCJIEICTBEHHBIX O0JIE3HEM. CUCTEMA, TEKCTOBBI PEAKTOp, PENAKTOp IpPE3CHTALMM,

AKTyalbHbIE BOIIPOCH HEOHATAILHOTO | y4eOHas MEAMIMHCKAs HH()OPMalMOHHAs CUCTEMA.
CKPHHUHTA
Mopnyasb 4. CoBpemennsble TexHonorun | 1. Hanuune y4eOHBIX ayauTOpHi IUIOMIa b0 HE MeHee 2,5
OKa3aHus MEAULIMHCKON IIOMOILHX B KB. M. Ha OJHOTO OO0YYaroLIerocs, OCHAIIEHHbIX
9KCTpEeHHOH opMme BHJICOITPOCKIIMOHHON aNmaparypod M HEOI'PaHWUYEHHBIM
JOCTYIIOM K HH(pOPMaIlMOHHO-TEJIEKOMMYHHUKAIIMOHHOM
cetn "MHTepHet".

2. Hanuuume koMmIuiekTa JIMLIEH3MOHHOTO IPOrpaMMHOIO
oOecrieyeHus, BKIIOYas CBOOOJHO paclpoCTpaHseMoOe, B
TOM YHCJI€ OT€YECTBEHHOI'O MPOU3BOICTBA: ONEpaIl[MOHHAs
CUCTEMA, TEKCTOBBI PEMAKTOP, PENAKTOP IPE3CHTALNM,
yueOHasi MeIMLIMHCKas HH()OPMAalMOHHAs CUCTEMA.

3. Hanuume TpeHaxepoB (CUMYISATOPOB) € OOpaTHOM
CBA3BIO JUISI OKa3aHUS MEIUIMHCKOM ToMOIM B
OKCTpEeHHOH  (opMe,  TO3BOJIAIOMUX  (HOPMHUPOBATH
CIIEIyIOIINE YMEHUS: OIpe/elIeHHe Halu4us MPU3HAKOB
KHU3HH; 00ecrieueHre MPOXOAMMOCTH JAbIXaTEIbHBIX ITyTEH;
BPEMEHHAsi  OCTAHOBKAa  HAPYKHOTO  KPOBOTEUYECHHUS;
IIPOBEJICHUE  CEpPACYHO-JIETOYHOM  pEaHMMalUd U
NoJAJep)KaHUE  TMPOXOJAWMOCTH  JbIXaTeNbHBIX  IyTeH;
HCIIOJIb30BaHUE aBTOMATUYECKOTO Hapy>XHOI'0
nedudpumaropa; HaJIO)KCHHE OKKJTFO3MOHHOM




(repMeTH3HpYIONIEH) TOBSI3KH TPH PAHCHUH TPYIHOU
KJICTKU; MIPOMBIBAHUC KCITYJIKA, IIPUIAHUC U ITOAACPKAHUC
ONTUMAIILHOTO  TIOJIOKEHHUS Tella TOCTPaJaBIIero B
3aBHCUMOCTH OT €T'0 COCTOSIHUSI.

14. TpeboBanus K MaTepHabLHO-TEXHUYECKOMY obecrieueHHio peanuzauuu [Iporpammel B yactu
IIPAKTUYECKON IOArOTOBKHU:

[IpakTyeckas MOATrOTOBKA OOydaromMXcsi npu peanuzanuu I[Iporpammsl obecnieunBaeTcs myTeM
MX y4acTHs B OCYIIECTBJICHMM MEIMLMHCKON AEATENbHOCTH X1 B MEIMIIMHCKUX OPraHM3aluaX U (MiIM)
MHBIX OPTaHMU3aLHUAX, OCYIECTBIAIONINX JAeSITEIBHOCTD B c(epe OXpaHbl 310pOBhs rpaxaaH B Poccuiickoii

Qenepanun  (nagee BMecTe - 0a3bl MPAKTHUECKOW IOJATOTOBKM), COOTBETCTBYIOIMX CIIEAYIOLIMM
TpeOOBaHUAM:
HanmenoBanue monyiien, tem, TpeboBanust k 6a3aM MPaKTHUECKOM MOATOTOBKH U MX
pa3aesoB IPAKTUKU MOIIHOCTH B pacyere Ha 1 oOydarolerocs npu peaau3anuu
[IporpamMMsbl

Moayab 2. CoBpeMeHHbIE ACHEKThI JJA00PaTOPHOH IreHeTHYeCKOM JUATHOCTUKHA

HACJIEICTBEHHBIX 0O0JIE3HEN

TeMmsl, OcymiecTBiieHHe MEIUIMHCKOMN JEeSITETbHOCTH,
IIpelyCMaTpUBAIOLIIE IIpeyCMaTpUBAIOLIEH:
IIPAKTHYECKYIO IIOArOTOBKY 1) opranu3anuio M BHIIOJHEHHE padoT (YCIyr) Mpu OKa3aHUU

CHEUUATU3UPOBAHHON MEIUUMHCKOM TIOMOLIM B YCIOBHUAX
JTHEBHOTO  CTalMoHapa, # (WIM) CHCIUAIU3UPOBAHHOM
MEIUIIMHCKOW TOMOIIM B CTAallMOHAPHBIX YCIOBUSX, M (WJIK)
MEPBUYHON CHENUATM3UPOBAHHON MEIUIIMHCKOW IMOMOIIHA B
YCIOBUSIX JHEBHOTO CTalMoHapa, u (WIM) [EepPBUYHON
CHEIUATU3UPOBAHHON MEAUITUHCKON MOMOIIX B aMOyJIaTOPHBIX
yCIOBUSIX  (HaJIM4uMe  COOTBETCTBYIOIIEH  JIMIICH3UHM) IO
1a00paTOPHON TEHETHKE;

2) He wMeHee | 3aHATON INTaTHOM EAWHMIBI JOHKHOCTH
Bpaua-1a00paTOpHOTO TIeHeTHKa M (WIKM) Bpada-TeHETHKa, U
(unn) Ouosiora Ha 5 oOyyarOIUXCS.

15. TpebGoBanusi k wucnonb3oBanuo D0 u JOT, ydeOHO-MeToAMUECKOMY 00ECIEUEHUIO
peanuzanuu [Iporpammsr:

[To pemenuro opraHu3aluu JEKIUM Npu peanu3auuud [IporpaMmsl MOTYT NIPOBOAMTHCA C
ucnonb3zoBanueM D0 u JJOT nmoaHOCThIO MIIM YaCTUYHO.

[To pemieHuro OpraHM3allMU 3aHATHS CEMMHAPCKOrO TUNa Hpu peanusanuu [Iporpammbl Moryt
npoBoIUThCA ¢ uctnonbzoBanueM DO u JIOT, eciau 3To MpeayCMOTPEHO YUeOHBIM TIIIAHOM.

HcnonpzoBanne 30 u JIOT npu npoBeneHMH NPOMEXKYTOUHOM M WTOTOBOM aTTECTAllMA HE
JIOTTYCKaeTCsl.

Kaxnprii oOyuarommiics B TeYeHHE BCEro Iepuojga OOydeHHUs JOJDKeH ObITh oOecredyeH
WHAMBUYaJIbHBIM HEOTPAaHWYEHHBIM JOCTYIIOM K OJHOM WJIM HECKOJBKUM 3JIEKTPOHHO-OMOIMOTEYHBIM
cucteMaM (PJIEKTPOHHBIM OMONIHMOTEKaM) M K OJJIEKTPOHHOW HH(OPMAIMOHHO-00pa30BaTEIbHON cpele
OpraHu3anu. OJEKTPOHHO-OMOIMOTeYHast cucreMa (JIEeKTpOHHAas OuOIMOTeKa) U DJIEKTPOHHAas
UH(POPMALIMOHHO-00pa30BaTeNbHas cpesia JOJDKHBI 00eCeunBaTh BO3MOXKHOCTD JOCTyMHa 00ydaronerocs
u3 000 TOUYKHM, B KOTOpPOM HMeeTcs JOCTyn K HHGPOPMAIMOHHO-TEIEKOMMYHHUKAIIMOHHON ceTu
"MHTepHeT", Kak Ha TEPPUTOPUN OPTaHMU3ALMH, TaK U BHE €€.
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[Tpunoxenue 1

OueHoYHbIe MATEPHAJIBI.

CutyanuoHHBIE 32124

Kaunnveckasi 3aga4a 1 (Opranuzanus noMouy 1 J0KyMeHTanus) YciaoBue: B 001acTHyI0 1ETCKYIO
OONbHUIlY TOCTYHaeT peOeHOK 5 JIeT ¢ 3aJep’KKOM ICHUXOpEeuyeBOro pas3BUTHA, Makpoledamued u
rUnepakTUuBHOCThIO. HeBponor Haznawyaer nonHoe cekBeHupoBanue sk3oma (WES). Bpau cranunonapa
oopmisier HampaBieHHME, yKas3biBas B rpade «Jlnartos» Toiabko «3alep’KKa pa3BUTHs», HE 3alloJIHsAs
pazaen «@enorunuyeckue anomanuu» (HPO-TepMunsbl) 1 He npukiaasiBas GOTO MaMeHTa.

o 3uarb: [IpaBuna 3amoiHeHUs MEIUIIMHCKON aokymeHTanuu (popma 057/y-04 wmu BHYTpeHHSSA
dopma MI'K), TpeboBaHMs K IPeaHAINTHUECKOMY 3TaIly MOJIEKYJISIPHOW AMArHOCTHKH.

e ¥Ymerb: PopMHUPOBATH KIMHUUECKUI 3apoc st OMOMH(DOPMATUUECKOTO aHATTU3A.

e OmnbiT pgesatenbHocTH: Koppekuuss HampasieHus, cOOp aHamHe3a, QoToduKcamusi CTHTM
I33MOpHOreHesa.

OTBeT:

1. Ommbka: Henonnora xnuHuYeckoil wuHdopmaruu. s wuHTepnperauuu BapuaHtoB NGS
(ocobenHO BapuaHTOB HesicHOTO 3HadeHuss — VUS) ouonHdpopmarnkam HeoOxoqumbl HPO-xo bt
(manmpumep, HP:0001263 — uHTEIeKTyanbHasi HEJOCTATOUHOCTb ).

2. TMocnencrBusi: BpICOKMI pUCK TONyYEHHUS JIOKHOOTPHUIATEIHLHOTO pe3yiabTaTa WM OTYETa C
MHOkecTBOM VUS, KOTOpble HEBO3ZMOXKHO KJIacCHPHUIMPOBaTh 0e3 peHoTumna.

3. Takruka: BosBpar HampaBienus Ha aopaboTky. IlpoBenenue dotoduxcanuu (Face2Gene) u
JeTaIbHOTO cOOpa aHaMHe3a Mepe] MOBTOPHOM OTIIPABKOM.

Kaunuyeckass 3amaya 2 (KonTpoas kauecrBa Jsabopatopuu) VYciaoBue: B maGoparopun
MOJIEKYJISIPHOM TeHETUKH IpH TPOBEACHMM BHYyTpHiIabopaTopHoro KoHTpossi kadectBa (BKK) Ha
KOHTPOJIBHOM 00paslle C HW3BECTHOW TeTepo3urotHoii myrtamueir B reHe CFTR (MykoBucimmo3)
aHaJIN3aToOP BbIAAN PE3yIbTaT «'OMO3UTOTa 110 MyTaLlUN.

e 3uarb: [Ipunuuns! koHTpons kayectBa (Westgard rules), mpuuuHBl KOHTAMHUHALMU AMIUTMKOHAMH.
e ¥YmMers: [IpuocraHoBUTE paboTy 1abOpaTopuu, MPOBECTH IEKOHTAMUHALIUIO.

e OmnbiT gesareabHocTH: Benenue xypHanoB BKK, paccinenoBanne nHnuaeHTa, COCTaBI€HUE aKkTa O
Opake.

OTBeT:

1. Hpuumna: Kputnueckas KOHTaMHHAaUUs (3arps3HeHHe) pabouero mecrta mnponaykramu [ILIP
(aMIUITMKOHaMHM) OT MPEABIAYIIMX MOJOKUTENbHBIX Npo0. DTO camass dYacras MpUYUHA
JIO’KHOTIOJOXKUTENbHBIX PE3YyIbTaTOB.

2. [eiictBue: HememieHHas ocraHoBka moctaHoBkd. OOpabotka moBepxHocter JIHK-Ha3zoi
(DNAse), Y®-001y4yenue Ookca. [ToBrop aHanmm3a 3aMOpOKEHHON alIMKBOTBHI KOHTPOJISL.



3. Ipoduaakruka: Vcnonb3oBaHne pa3aeabHbIX KOMHAT JUIS ITOJTOTOBKH CMECH U aMITIH(HUKAIIH,
npumenenue ypauwi-JIHK-rnuko3unasel (UNG) B peaklIMOHHYIO CMECh.

Kinnnuyeckas 3agaua 3 (Anaau3 pedyabTatoB NGS) YcaoBme: [lpu ananmse JaHHBIX 3K30Ma y
pebeHka ¢ omuiencuei BoisBieH BapuanT C.1521 1523delCTT (p.Phe508del) B reme CFTR B
reTepO3UTOTHOM CcOCTOSIHUU. DeHOTHIT peOeHKa He COOTBETCTBYET MYKOBHUCIIHIO3Y.

e 3uarp: [lpunnunel knaccudukanuu reHerndecknx BapuaHTOB (ACMG), moHsTHE «CiydaiHas
Haxojkay (incidental finding).

e ¥YmMern: Ucnonb3oBarek 6a3bl ganHbIX (ClinVar, gnomAD) nist hunbTpanuy BapuaHTOB.

e OmnbIT aesTelbHocTH: Hammcanue 3aKIOYeHUS na6opaTopHor0 T'CHCTUKA, pasrpaHu4CHUC
HpH‘lI/IHHOﬁ MyTalllul 1 HOCUTCIILCTBA.

OTBerT:

1. Wurepnperamus: Myrauus Phe508del sBnsercs dYacToif NpUYMHOW — MYKOBHCLUI03a
(ayTrocoMHO-perieccuBHOE 3a0oJeBaHKe). B TreTepo3HUrOTHOM COCTOSIHUM OHAa HE BBI3BIBACT
SIUJICTICHIO.

2. BwiBoa: JlanHbIi BapuaHT SBIAETCS CIy4allHOW HaxoAKoi (HocuTenbcTBO). OH HE OOBACHSET
Tekymuid ¢eHoturn. [ToMck NMpUYMHBI SMHICTICHHM TOJDKEH MPOJOJDKAThCS CPEAr IPYTrUX T'eHOB
(manpumep, SCN1A).

3. Pexomenmanms: CeMbs HampaBiseTcs Ha KOHCYJIBTAIMIO Ui OOCYXAECHHUS PENPOIyKTUBHBIX
puckoB (HocutenbcTBO CF), HO B KOHTEKCTE JICUEHUS SMUIETICUM 3TOT Pe3yJIbTaT UTHOPUPYETCH.

Kinnnueckas 3agaua 4 (Llutorenomuka) ¥YciaoBue: bepemennas 38 ner. Y3U mioga: runepaxoreHHbINA
dokyc B cepiie, yKopoueHHe OenpeHHBIX KocTel. [IpoBefieH XpOMOCOMHBI MUKPOMATPUYHBIA aHATIN3
(XMA) BopcuH xopuoca. Pesynbrar: nymnukanus 7ql1.23 pasmepom 1.4 M6.

e 3Harb: OEHOTUIIBI MHUKPOACICHUOHHBIX U MUKPOAYIINIMKAIUOHHBIX CHHAPOMOB (B JaHHOM CJIy4dac
— CUHAPOM Bunssmca IIpu AcCjIeuu, HO Mpu AYIJIMKAIUNA — WHas KapTI/IHa).

e ¥YmMerb: Yutats otuetsl XMA (xoopaunatsl ISCN, pasmep B MO), conocraBisats ¢ 6a3oit DGV
(Database of Genomic Variants).

e OmnpIT gestenbHocTH: KoHCynbTHpPOBaHKE ceMbU IO pe3yiapraTaM XMA, oneHKa NaTOreHHOCTH
BapHaHTa.

OTser:
1. Jmaruo3: Bapuant yncna xonwuit (CNV) — mukpoayrmukamus 7q11.23.

2. Hurepnperamms: B ortnmnume ot cumopoma Bunvsamca (BBI3BaHHOTO nenenueil 3Toil obmactn),
nymmkanus 7ql1.23 acconuupoBana ¢ 3a€pKKOW pa3BUTHSL, TUIIOTOHUENH M PUCKOM ayTHU3Ma, HO
0e3 XapaKTepHbIX «AIb(YUACKUX) YepT JIULA.

3. Takruka: OueHka cratyca AyIUTMKaMU (HaciedoBaHa OT poauTens wim de novo). Eciu de novo
— naroreHHas. Eciu y matepu ectb Jierkue npuzHaku — VUS/no6pokadecTBeHHBIH.

Kaunnuyeckas 3agaua S (buoxumusi u UT) YenoBue: B naGopaTopuio moctynmi cyxoi msTHa KpoBU
(TREC/KREC) oT HOBOPOXXJEHHOTO Il CKPUHHMHTA Ha TSDKEJbIH KOMOWHUPOBAHHBIN MUMMYHOAES(PHUIIUT



(TKNM). 3naueane TREC — 0 xommii, KREC — 0 konwmii. JlabopaHT BpydHYIO BHOCHUT JaHHBIC B
XKypHai, omubdaeTcst B Homepe mpoos! u nepegaet B MI'K HeBepHbIit O1aHK.

e 3uarb: llpuHnunel HeoHaTampHOrO CKpuHHUHTA, padoty JIMC (1abopaTopHOil MHGOPMALMOHHOM
CHUCTEMBI).

e ¥YmMmern: UnTepnperupoBarh kputnueckn Hu3kue 3HadeHus: TREC/KREC.

e OmnbIT gesteabHoctu: Pabora B JIMC, Bepudukamuss AaHHBIX IEpe] OTIPABKOH, aIrOpUTM
OIOBELICHMS NIPU KPUTUYECKUX 3HAYCHUSIX.

OTBeT:

1. Hurepnperaums: TKU/ (T- u B-mumdponenus). TpedyeT 3KCTPEHHOT0 UCKIIOUYEHUS U3 Karopra
3JI0POBBIX.

2. Ommoka: YenoBeueckuid (pakTop Npu OTCYTCTBHM IUTPUX-KOJUPOBAHUS U aBTOMATHYECKOM
BBITPY3KH U3 Macc-criekrpometpa/[1LP-ammmudukaropa B JIMC.

3. Takrtumka: HememienHas ocraHoBKa OTHpaBKkud oTdeta. CBepka € TMEPBUYHBIM IUIAHIIETOM.
DKcTpeHHbIid 003BoH pojyoma u MI'K. Puck seraibHOro Mcxoja mpu BBEACHUU KHBBIX BaKIHMH
(BLX) Takomy peOeHKY.

Kannuyeckasi 3agaya 6 YcaoBue: [lamueHnTy ¢ pakoM JIerKOro Ha3HayeHa TapreTHas Tepamnus
ocumepTruHOOM. Bpeimonmuen anamm3 NGS. BreisBnena myranus EGFR L858R, Ho Takke oOHapykeH
BapuanT 1P53 R175H. Bpau-onkoor cripammBaeT, nopiusieT 1 TP53 Ha 3 PpekTUBHOCTD Teparuu.

e 3nartb: MosnekynspHas T€HETUKA B OHKOJIOTUH, IpaiiBEpHbIE U TACCAKUPCKUE MYTALIUU.

e VYmerb: Paznuuare  akTUBHpyWOIIME  MyTanuu  (Tepamus — paboTaeT) W MyTaluu
PE3UCTEHTHOCTH/TIPOTHO3A.

e OnbiT gesTebHOCTH: COBMECTHBIN MOJCKYJISIPHBIA KOHCUITUYM.

Ortser:
1. EGFR L858R — ppaiiBepHas MmyTaums, SBISIOMIAACS NPSIMbIM IIOKa3aHUEM K Ha3HAuYCHHIO
OCUMEpPTHUHHOA.
2. TP53 R175H — wyramus «cynpeccop omyxonei». OHa He SBISETCS MUIIEHBIO IS
OCHMEpPTUHHUOA, HO CIYXHUT (PaKTOpoM HEOIAarompuUaTHOrO NMporHosa (6osee OBICTpOE pa3BUTHE
PE3UCTEHTHOCTH).

3. BeiBoa: Tepamuio HaumHaTh, HO ManMeHT TpeOyeT Oosiee yactoro koHTpois (KT), Tak kak TP53
MIOBBIIIAET PUCK PAHHETO MPOTPECCUPOBAHMSL.

Kaunuyeckas 3anaua 7 (III'T u 3Ttuka) Ycaosue: Ilapa, roe myx 6oseH remoduiineit A (Myranusi B
rede F8), mnanupyer 9KO ¢ [II'T-M (npeuMIinaHTallMOHHOE TECTUPOBAaHWE HA KOHKPETHYIO MYTAIIHIO),
YTOOBI BBIOpATh 3MOPHOH KEHCKOTo mojia. OHU KaTeropuyeckd OTKA3bIBAIOTCS MEPEHOCUTh MajbUHUKOB,
Jla’ke ecI OHM 3/10pOBbI (reMouiIns Hacneayercs X-cuerienHo, 50% cbiHoBel Oy1yT OOIbHBI).

e 3uarb: llpunnunsr I[II'T, 3akonsl P® B chepe BPT (BcmomoraTenbHBIX pPENpOAYKTUBHBIX
TEXHOJIOTHI1) U TEHETUKH.

e VYmerb: OObICHUTH OMOJIOTHYECKHE PUCKU U 3TUYECKUE OTPaHUYCHHUS.



e OnbIT AeATEJbHOCTH: MeIUKO-TeHETHIECKOE KOHCYTbTUPOBAaHUE, HHPOPMHUPOBAHHOE COTIIACHE.
OTtBeT:

1. Buoaorus: BepostHocTts 6onpHOTO chiHa — 50%, 3m0poBoro ceiHa — 50%. Houepu OyayT nubdo
3JI0POBBI, JTHOO HOCUTEIISIMHU.

2. Ortuka U npaBo: B PO BeiOGop mona sMOpHOHA paspenieH mojabKo MO CTPOTUM MEIUITUHCKUM
noKa3aHusAM (IPEAOTBpALICHUE CLEIUICHHOro ¢ TmojoM 3aboneBanus). OTka3z OT mepeHoca
300p06bIX MaJbUUKOB TOJIBKO paau «OajaHca CeMbU» MOXKET pacCMaTpUBATHCA KaK JTUYECKU
CIIOPHBIN U TpeOyeT pelieHus] ITHYECKOTO KOMUTETa KIMHHUKH.

3. Takruka: Ilposenenne [1I'T-M. [lepeHOC TOIBKO 30POBBIX 3MOPHOHOB (HE3aBUCHUMO OT TIOJIA).
Ecnu 310poBBIX MaJIBYUUKOB HET — 00CYKJIEHUE TOHAIIUHN WU YCHIHOBJICHUSI.

Kunnnueckas 3agaua 8 (IlpenaranbHas nmarnocruka) Yciaosue: bepemennas 25 ner. Beicokuii puck
o komOouHupoBaHHoMy cKpuHHUHTY | Tpumectpa (1:50). [Iposenen HUIIT (ananu3 suexnerounoit [JHK),
KOTOPBIM MOKa3al «HU3KHM puCK». JKeHIIMHAa OTKa3blBa€TCd OT MHBA3WBHOM JIMArHOCTUKHU
(amamonentesa), cauras HUIIT nocraTouHbIM.

e 3narp: YysctBuTenbHocTh U cieunduyHocts HUIIT vs nHBa3uBHAs AMarHOCTUKA.

e YMerb: OOBACHUTH PA3HULY MEXK]y CKDUHUHIOBBIM U IUarHOCTUYECKHM TECTOM.

e OmnbIT geAaTeabHoCcTH: Pa3penienne koH(pIMKTa, 0hOpMIIEHHE OTKa3a OT BMEIIATEIbCTBA.
Ortser:

1. Pasnsacuenue: HUIIT — BeICOKOTOUHBIN cxpunune (BeIABIIIET >99% Tpucomuii 21), HO OH HE
p ,

aBnseTcss ouaenocmuxou. JloxHooTpunarenbHble pe3ynbTaTtel HUIIT Berpedarotres (okosio
0.1-0.5%).

2. Puck: Ilpu pucke 1:50 BeposTHOCTh Oone3nn (amoctepuopHbI prck) Beicoka. HUIIT moxer
«TIPOITYCTUTHY» MO3aUIIU3M MU COAIaHCUPOBAHHYIO TPAHCIOKALIHUIO.

3. Takruka: [lommucanme wuHPOpMUpOBaHHOTO oOTKa3a. OOBSCHEHHWE, YTO TPH OTKa3e OT
aMHMOILIEHTE3a peOEHOK MOKET POAUTHCS C CUHAPOMOM, KOTOPBI MOXHO OBLIO TUAarHOCTUPOBATh

BHYTPUYTPOOHO.

Kiannnueckas 3anaya 9 (HeoHaTaJbHbIH CKPUHUHT U KCTPeHHasi moMolub) YciaoBue: Ha 5-it nens
JKU3HM y peOeHKka B pamMKax HEOHATaJbHOTO CKPUHUHTAa BBISBIEH ypoBeHb 17-OHII
(17-ruapoxcumnporecrepona) 150 umonns/n (Hopma < 10). IMexgmaTp pojyoma KAET MOATBEPXKIACHUS W3
naboparopuu, HE HAUMHAs Tepanuio. PeOEHOK CTAaHOBUTCS BSUTBIM, OTKA3bIBACTCS OT €1IBI.

e 3HaTb: ANTOpUTM BECHHUS NPU MOJ03PEHUN Ha afpeHoreHuTanbHbli cunpom (BIKH).
e Ymerh: Pacnio3HaBaTh HaIIOYEYHUKOBYIO HEJJOCTATOUYHOCTb.

e OnpIT ACATECJIBbHOCTH: 3KCTpeHHOG BBCACHUC TJIFIOKOKOPTHUKOHUI0OB J0 MMOJIYYCHHA
MOATBCPKAAOMICTO aHAJIn3a.

OTBeT:

1. JImarmno3: [Togo3penue Ha conbTepstomtyto popmy BAKH (neduuunt 2 1-runpokcunassr).



2. Oummoka: Oxxumanue MOATBEPKIAAIONIEH THarHOCTUKY TPU KPUTHUYECKUX 3HAYCHUSAX CKPUHHHTA.

3. DkcrpeHHass momollb: HememieHHOe BBEJCHHE THIPOKOPTH30HA (B/M Wiu B/B), MHDY3HsA
¢u3noIOrHUecKoro pactBopa ¢ ritoko30i. IlonTBepxnatommii ananu3 (mosropHbid 17-OHII,
PEHHUH, DJIEKTPOJIUTHI) OepeTcss 00 BBEICHHS, HO TEPAIMIO JKIaTh HENb3s — PUCK JICTATHHOTO
MCX0/1a OT COJIBTEPSIIOIIETO Kpr3a.

Kannnueckasn 3agaya 10 (Kommiekcnasi) YcaoBue: B MI'K HnHanpaBinen pebGeHoxk 4 JeT c
IPOTPECCUPYIOIIECH TenaTOCIUIEHOMETalluel, 3a7ep)KKOH pocTa M «TIOJICHBUMH» KIIETKaMH (IIEHHCTHIC
Makpodarn) B KOCTHOM Mo3re. YpPOBEHb XHTOTPHO3WAa3bl B IuiasMe noBeimieH B 10 pas. Ilpm
cexBeHnpoBanuu rena GBA BeisiBiieH cnoxubiii renotur: mytarus N370S B muc-nonoxenun (Ha OJHOM
XPOMOCOME) U JIeJICIHs 9K30Ha 9 B TPaHC-TIOJIOKEHUH (Ha APYTOH).

e 3HaTb: buoxumus u reHeTHKa TM30COMHBIX Oose3Hel HakoruieHus (bosesns Iomre).
e ¥Ymern: UHTEpripeTHpoBaTh LIUC/TpaHC-KOH(PUTYpaAIUIO0 MyTallui AJIs IPOrHO3A.
e OmnbIT gesTeabHocTu: Haznauenue dpepmentrozamectutensHoil repanuu (O3T), pacyer 1035
Otger:
1. Muarno3: bonesns [Nome I Trma (HefipoHonarndeckas, nHGaHTUILHAS opMma).
o OoocnoBanue: Oenorutn (renarocrieHomeranus + nopaxenue [[HC).

o T'enorumn: N370S 00bIYHO 3amTUIIACT OT HEUPOHOIIATHH, HO €CJIM OHA B YUC-TIOJIOKCHUU C
JIpYTroi MyTanuei, a Ha BTOPOM XPOMOCOME TsDKeIast JeJIeIUs — 3TO MPUBOJUT K TIOJTHOMY
OTCYTCTBUIO ()epPMEHTA.

o Taxkrtuka: ©3T (umurironepasa/senarmornepasa) 60 En/kr.
o MonuTopuHr HelipoHanbHOrO BoBieueHus (mockonbky N370S 31ech He cpaboTan).

o Koncyneranuss ueBposiora (O®3T ne mpoxoaut ['Db, mns HelipoHomaTtnyeckod (QopMbl
HY>KHBI SKCTIEPUMEHTALHBIE METO/IbI).



TecToBBIC 3a1aHUA

1. MeauunuHCKAas FeHeTHKA KaK HayKa

1. Kro sBisieTcs OCHOBOMOJIOXKHUKOM XPOMOCOMHOW TEOPHH HACJIEJICTBEHHOCTH, JOKAa3aBLIMM, YTO
reHsl pacnojiokensl B xpomocomax? A) I'. Mennens b) T. Mopran B) @. Kpuk I') A. Keccnep
OtsBer: b

2. Kak Ha3pIBaeTCsl COBOKYNMHOCTh T'€HOB, COIEpIKAIIMXCS B TallJIOUIHOM Habope xpomocom? A)
I'enom b) I'enotun B) ®enorun I') Annens OTBet: A

2. AKTyajibHbI€ BONPOCHI KJIMHHUYECKOW reHeTuku 3. JIJisi Kakoro TUIA HACIEJOBAHMS XapaKTEPHO
OTCYTCTBHME TIiepenayd 3a0ojieBaHUST OT OTHAa K CbiHY? A) AyTOCOMHO-JIOMUHAHTHBIA bB)
AytocomHO-perieccuBHbIi B) X-crierennsiii I') Mutoxonapuansubiii OTBet: B

4. Kak Ha3bIBaeTcs sIBICHUE, IIPU KOTOPOM y OOJIBHBIX C OJHUM M TE€M K€ F€HOTHIIOM KJIMHUYECKUE
CUMIOTOMBI BbIpaxkeHbl B pa3Hoil creneHu? A) IlenerpantHocTh b) OkcmpeccuBHocTh B)
[Tneitorponus I') Konomunuposanue OtBer: b

3. Opranmsanust nomom B P® u ckpuHuHr 5. Kakoil TOKyMeHT periiaMeHTUpYeT MOPSAJOK OKa3aHHs
MEIUIIMHCKON ToMoIIH 1o npodmmo «renetukay B PO? A) Ilpukaz M3 P® Ne 9151 (onkonorus) b)
[Tpuxa3z M3 P® Ne 917u B) IIpukaz M3 PO Ne 1791 (KJI) I') @3 Ne 323 OtBet: b

6. Kakoe 3a0oneBanue ObIIO TIEPBHIM BKJIIOUYEHO B IMPOrpaMMY HEOHATAIIBHOTO CKPUHUHTA B PD? A)
MykoBucuuno3 b) ®enunkeronypus B) Anpenorenutanbubiii cuaapom ') N'anakrozemus OTBer:
b

4. Opranusanus JadopaTopuu U KOHTPOJIbL KadecTBa 7. Kakoe BemecTBO SBIISCTCS aHTUKOATYJISTHTOM
BbIOOpa /i BeaeneHus renomuoi JIHK? A) I'emapun b) LHutpat narpus B) O/ITA I') Okcanar OrBer: B

8. Kak Ha3pIBaeTcs mpolecc NpoBepKH NPaBUIBHOCTH HACTPOMKU 000PYHOBaHMS C UCHOIb30BAHUEM
CTaHJapTOB C M3BeCTHhIMM 3HaueHusMH? A) Bammpanus b) Kamu6poska B) Permkanus IN)
Anuksotuposanue OrBer: b

9. Kakoe HapymieHrne NpeaHATUTHYECKOTO dTara Yalle BCEro MPUBOAUT K JIOKHOOTPUIATEITLHOMY
pesyabrary IILP u3-3a nerpamamuun /IHK? A) Hcnonb3oBanue npoOMpKU C pa3feauTeIbHbIM
renieM b) 3amopakuBanue nenbHON kpoBu npu -20°C Ha piurtenbsHbI cpok B) Henmocrarounsrit
o0bem kpou I') OtcyrerBue mapkupoBku OtBer: b

5. Cratuctuka n pokymentanusi 10. Kak HaspiBaercs rpaduyeckoe n3o0paxkeHHE POJIOCIOBHOM JUIs
aHain3a Ttuna HacienoBaHusi? A) I'mctorpamma b) Ilynsmonorpamma B) I'enorpamma (IIpoOangnas
cxema) I') Onexrpokapauorpamma OtBer: B

11. Yto o3HauaeT TEPMHMH «ajuleJbHAas YacToTa» B MeIUIMHCKON cratuctuke? A) KommuectBo
601bpHBIX B nonyisuuu b) /oy KOHKPETHOTO BapuaHTa I'eéHa Cpeid BCEX XPOMOCOM B MOMYJISILIUU
B) BepositHocTb poxieHust 6oabHOro pedenka I') Ilpouent HocurensctBa OrBer: b

Mopnyas 2. CoBpeMeHHbIe aCNIeKThI 1a00paTOPHOI reHeTHYeCKOM IMArHOCTHKH

6. IlpuHUMOBI MOJIEKYJsIpHON auarHocTukM 12. Kakod MeTOI HCHOJIb3YeTCA MJid YBEIWYEHUS
kosmdecTBa (amrunpukanum) cremuduueckoro yuyactka JIHK? A) Dnextpodopes b) Ilonumepasnas
uenHas peakuus (I1LP) B) CexBenuposanue I') ['u6punuzanus Orser: b



13. Kakoii ¢gepmeHT siBnsiercss kimrodeBbIM i nipoBenenust [1L[P? A) OOparnas tpanckpunrtasza b)
JIHK-3aBucumas JIHK-nonumepasa (Taq-nonumepasa) B) PHK-noaumepasa I') JIuraza Orser: b

7. CexBenupoBanue u NGS 14. Kakoli MeTos CUMTAETCs «30J0THIM CTaHIAPTOM» ISl paciin(pOBKH
nmuHHBIX (pparmenToB JIHK u moucka penkux BapuantoB? A) NGS (CeKBeHHMpOBaHHE HOBOTO ITOKOJICHUS )
b) CexBenupoBanue no Canrepy B) IILP B peasibnoM Bpemenu I') Mukpouunsl Orser: b

15. Yrto o3HauaeT TepMuH «mOKpbITHE» (coverage/depth) mpu ananmze nanubpix NGS? A) KonudectBo
NManueHToB B uccienoannu b) Cpennee KOIMYECTBO MPOUTEHUN KaXKI0r0 HykieoTuaa B) dnuna
dparmenTa JIHK I') Temnepatypa omkura npaiimepo OtBet: b

8. MoJsekyJsipHasi TMAarHOCTHKA B OHKoJioruu 16. Kakas reHerndeckas anomanust (unanenbhuiickas
XpOMOCOMa) XapakTepHa JJIsi XpoHuuyeckoro mwuenosneiikoza (XMJI)? A) Myrauus BRAF V600E b)
Tpancnokamus t(9;22)(q34;q11) B) AMmmudukanus HER2 I') Jlenenus 17p OTBer: b

17. Haymmuue xakoit myTaruu B rene KRAS nenmaer Tepanuio MeTacTaTHUeCKOro paka TOJICTON KUIITKH
unrnouropamu EGFR (nerykcumal) HeadexruBnoit? A) Myranus B 2 sx30He b) Myranus B 12
win 13 sx3one B) Jlenenus 18 sk3ona I') AMmundukanus rena Orer: b

9. Iutorenomuka 18. Kakoii MeTo/1 M03BOJISIET BBISIBUTH MUKPOZEIEIIMA U MUKPOIYTUTMKALIUN Pa3MEPOM
meHee 50-100 kO, neBuaumbie B cBeTtoBoi Mukpockon? A) Kapuorunuposanue (G-Osuaunr) b)
Xpomocomusblil MukpoMaTpudnbiii ananmm3 (XMA/aCGH) B) Merox KOK I') FISH Otet: b

19. Cxonbko XpoMOcOoM B KapuoTHre 310poBoro uenoseka? A) 44 b) 46 B) 47 1') 48 OrBer: b

20. Kak Ha3pIBaeTCS METOJ| BU3YAIHM3AaIlMM XPOMOCOM B HMHTEpP(a3HOM SApe C HCIOIb30BAHUEM
dyopecuentHsix 30H70B? A) Kapuorunuposanue b) FISH (pnyopecuentnas ruGpuauzamnus in
situ) B) SKY I') [IL[P OtBet: b

10. UuTepnperanus MUTOreHETHYECKUX pe3yabTaToB 21. Kakoif kapHoTHI XapaKTepeH /I CUHIApOMa
Hayna? A) 45, X b) 47, XX, +21 B) 46, XY, del(5p) ') 47, XYY OtBer: b

22. Kakast cragusi MUTO3a SIBJIIETCS ONTUMAIBHON i maeHTudukanuun xpomocom? A) Ipodasa b)
Mertadasza B) Anadaza I') Tenodaza OrBer: b

11. buoxumuyeckne Meroabl 23. Kakoli MeTon HCHOJB3yeTCs B HEOHATAaIbHOM CKPUHHUHIE IS
orpeziesieHus aMUHOKUCIIOT U aiiikapHUTUHOB? A) UmmyHodepmenTHbiit ananu3 (UDPA) b) Tannemnas
macc-ciekrpomerpus (TMC/MS-MS) B) Dnekrpodopes I') buonicus neuenn OrBer: b

24. TloBblieHue ypoBHS (heHUJIallaHWHA B KPOBU MPU HOPMaJbHOM YPOBHE THPO3MHA YKa3bIBaeT Ha:
A) bonesns kienoBoro cupona b) ®enunkeronyputro (DPKY) B) Tamaktozemuto I)
AnpenorenutanbHbiii cuaapom OTBer: b

25. Crierududecknii 3amax MOYHM «KJICHOBOTO CHpoOIa» XapakTepeH misi: A) ['omommctuHypun b)
bonesnu knenoBoro cupomna (nerinnno3) B) Tuposunemun ') MykoBucuugoza Orser: b

12. Undopmanuonnbie Texnosiorun 26. Kak HaszpiBaeTcs 0a3za JaHHBIX, HCIONb3yeMas I OLIEHKH
MAaTOTEHHOCTH TEHETHYECKUX BAPHMAHTOB HAa OCHOBE JAaHHBIX O yactore B momymsauu? A) PubMed b)
gnomAD B) OMIM I') ClinVar OrBet: b

27.Yto oznauaer tepmuH «FASTQ» B Omoundopmaruke NGS? A) dopmar ¢aiina ¢ chpbIMU
JIAHHBIMU CEKBEHHPOBaHUs (TIOCIIEIOBATEIFHOCTH W TokKa3arenu kadectBa) b) Ilporpamma mns
BblpaBHHBaHuA B) ba3a nanusix 6enkos ') Tun npobupku OTBet: A



Ipome:kyTouHasi aTrecranusa mo moaynaio 2 28. Ilpu unrepnperanuu Bapuanta .68 69delAG B rene
BRCA1 cumBon «del» o3mauaer: A) Jdymmkanuio b) MuBepcuto B) Jlenenuio I') HoHcenc-myTtanmro
Otser: B

29. Eciim npu ananmm3e NGS riyomna mokpeitus (depth) B ompeneneHHOM JIoKyce paBHa 1, 3To
o3HauaeT: A) Bricokas pocroBepHocth b) Myranus Haiinena B) HemocraTounoe mokpeiTue Juist
HajexHoro BeiBosa I') O6pasen uucteiii OTBeT: B

Monayasb 3. [IpopuiakTuka HacJaeICTBEHHbIX 00J1e3Hel

13. Cucrema nmpoduiaakruxku 30. Kak Ha3piBaeTcs MaccoBoe 00CIeIOBaHHWE BCEX HOBOPOXKICHHBIX B
ponnome? A) IlpenatanpHbiii ckpuHuHr b) Heonarampubiii ckpuHuHT B) CenexkTuBHBIN CKpuHHHT [°)
Hucnancepuzauus OrBer: b

31. UccnenoBanue Ha HOCHUTENBCTBO YACTHIX MYTAlMil y Tap, IUIAHUPYIOIIMX OEpeMEHHOCTb,
HaseiBaercs: A) [II'JI B) Pacmmpennslii ckpuHMHr Ha HocutenbcTBO (Carrier screening) B)
Awmuuonenres I') Kapuotunuposanue Orser: b

14. llpenmniantannonnoe tecrtuposanue (IIIT) 32. I[II'T-M (PGT-M) npoBoautcs st JUArHOCTUKH:
A) XpomocomHoro Habopa smOpuona b) KonkperHoit monorenHoid myrauumu B) Ilomummommun I)
Bo3spacra sitnieknerku OrBer: b

15. IlpenaranbHass aumarnoctuka 33. Kakoil WMHBa3UBHBIA METOJl JIMATHOCTHKUA NpUMEHseTcs B [
tpumectpe (10-13 nenmens)? A) Amumouente3 b) buoncus Bopcun xopuona B) Koppouentes I') Y3U
OtBer: b

34.Yto takoe HUIIT (NIPT)? A) WuBasuBHbIA 3a00p KpoBU U3 NIynoBuHb b) HewmnBazuBHBIN
npeHaraibHblid TecT (aHanu3 JIHK muioma u3 xpoBu marepu) B) Y3U Boicokoro paspewenus 1)
Cxpununr Ha 17-OHII OrBer: b

16. HeonaranbHblii ckpuHHHI 35. Ha kakoe 3a0oJjieBaHME HaIpaBjICH IEPBBIN 3Tall HEOHATAJIBHOIO
CKpUHHUHTa (ompesesieHne nMMyHopeaktuBHoro tpurncuna — WPT)? A) AnpeHoreHuTaiabHbIH CUHIPOM
b) MykoBucuuno3 B) 'anaktozemus ') Bpoxnennsiit runotupeos OrBer: b

36. IIpu BeIsIBICHUH TIOBBIIICHHOTO ypoBHS 17-OHII B HeoHAaTaIbHOM CKPUHUHTE B TIEPBYIO OUYepelb
HeoOxoauMo UCKIIUNTh: A) ['unmotupeo3 b) Bpoxaennyto nucyHKIHIO KOPbl HAAMOYEYHUKOB
(BAKH) B) ®KVY I') Mykosucuuno3 Orser: b

17. dTnueckue npodembl 37. [IpoBeneHre TEHETHYECKOTO TECTUPOBaHUSI peOEHKY Ha 3a0oJieBaHHE,
KOTOpPOE€ MPOSIBUTCS TOJBKO B 3pejoM Bo3pacte (Hampumep, pak B 40 JieT) M OT KOTOPOro HeT
npoduIakTuku B JeTcTBe, cuutaercs: A) OOs3aTenbHbIM b) DTHdecku HeomnmpaBIaHHBIM (HapylleHUE
npaBa Ha «OTKpbITOe Oynyuiee») B) becrutataeiM ') PekomennoBanusiM Munzapasom OtBer: b

38. KakoBa OCHOBHas I11€JIb MacCOBOI'O HEOHATAJbHOIO CKpMHHUHTra? A) BbIsBIeHHE reTepO3UroTHBIX
Hocuteneil b) Pannee Hauano yneyeHus 10 pa3BUTHS HEOOpaTUMBIX KIMHUYECKUX MposiBlIeHUI B)
Onpenenenue otioserBa I') Cratuctuueckuit yuetr Orer: b

Mopayas 4. Oxka3aHue MeIUIIUHCKOH MOMOIIM B 3KCTPeHHOH dopMme

18. OxcrpenHass momomb 39. YV pebGenka c HenuarHoctupoBaHHoi DKV nHa ¢one unpekunn
pa3BuBaeTcs OCTpblii oTek Mo3ra. Kakoe coctosnume nHactynuio? A) ['umornmmkemuueckas koma b)
Merabonuueckas sHuedanonatus (kpu3) B) DOnunentuueckmii craryc I') AHaduimakThuueckuil Mok
Otser: b



40.

41.

42.

43.

[Tpu npoBenennu CJIP y manuenTta ¢ cuaapoMoM MapdaHna (auciuia3usi COSTUHUTEILHON TKaHH!)
CIIeIyeT TPOSBIATH OCOOYI0 OCTOPOKHOCTH HM3-3a BbICOKOro pucka: A) Ilepemoma pebep b)
PaspeiBa aoptel B) Acriupanuu I') OcranoBku asixanus OrBer: b

[TauuenT ¢ Oosie3Hpr0 HakoruieHus (I'omie) mOCTYNMII ¢ Pe3KUM yBEIMUYEHUEM JKUBOTA U IIOKOM.
V3U: pa3psiB cenezenku. [lepsas nunus nomomu: A) Beenenue pepmentos b) IlpotuBomokoBast
Tepamnusi, reMoTpaHcdy3ust U SKCTpeHHasl ciuieHskToMuss B) MaccuBHast antubuoTuxkorepanus 1)
[TpomeiBanue xenyaka Orser: b

[Ipu comprepsromem kpuse y nanuenta ¢ BJIKH (agpeHoreHuTabHBIA CHHAPOM) HAOIIOAACTCS:
A) l'unepuatpuemus u runokanuemust b) ['mnonatpuemus u runepkanuemus B) ['mnornukemus u
opanukapaus ') I'unepriaukemus u taxukapaus OTer: b

Kakoill npenapar sBisieTcs CpeAcTBOM BBIOOPA Ui HKCTPEHHOI'O KYNHUPOBAHUS COJIBTEPSIOLIETO
kpuza npu BIAKH? A) Ilpeanusonon b) I'mapokoptuzon (B/B crpyitno) B) Jlexcamerazon I')
®nyapokoptuszon Oreer: b
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