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1. BBOJJHAA YACTD

1.1. ®doHx OULEHOYHBIX CPEIACTB pPErIaMEHTUPYET

¢bopmpl,

Co/iep)KaHue,

BUJBI

OLICHOYHBIX CpPEICTB M TEKYLIEro KOHTPOJs, IIPOMEKYTOYHOM aTTeCTalud, KpUTEepUU

oricHUBaHUS TUG(HEPSHIIMPOBAHHO IO KAKJIOMY BUIY OLIEHOYHBIX CPEJICTB.

1.3. ®oH/1 OLEHOYHBIX CPEACTB OmpeneasieT YPOBeHb (POPMUPOBAHUSL Y 00y4aOIIMXCS
ycranoBieHHbIX B @PT'OC BO u ompenejieHHbIX B OCHOBHOM 00pa30oBaTeNbHOM MporpamMme
BbICIIEro oOpa3oBaHus o HampasiieHuto noarotoBku ®I'OC BO no cnenmansHoctn 31.05.01
JleueOnoe meno npuka3 Ne988 ot 12.08.2020

2. OCHOBHASA YACTD
2.1. OHEHOYHBIE CPEACTBA JIs1 KOHTPOJIA YCHEBAEMOCTHU U
PE3YJBTATOB OCBOEHUWS YYEBHOH IUCIHUIIIMHBI B1.B.09 Meauuunckas

reHeTuKa
Butel KOHTpOIIS M atTecTaruy, (GOPMBI OIIEHOYHBIX CPEJICTB
O11eHOYHBIE CPEICTBA
HaumenoBanue
Ne Ne Buanbl Koua-Bo
pas3zaena JTUCHUIIAHBI KoJu-Bo
n/ | ceme | KOHTpO He3aBHCHM
b1.B.09 MeauumnHckas dopMma BOIIPOCOB
n | crpa JIAA BIX
reHeTHKa B 3a/laHUM
BAPHAHTOB
1 2 3 4 5 6 7
11asi TeHETHKA, €CThI
1|4 TK OO0mas reHeTHuKa T 15 30
ITA 3anaqun, METOBL. Curyanuonn |1 5
ble 3aa4n
(MHUHHKeHCBI)
5 1
2 |5 TK OCHOBBI THarHOCTHUKH TecThl 15 30
A HACJICJICTBCHHBIX, Curyaumonn | 1 10
MTOJIUTCHHBIX H bl 320a49H
CHCTEMHBIX 3a00JICBaHMI (MHHHKeIiChI) c 5
pH OOIIEKIIMHUYECKOM
o0cienoBaHuN.
3 |5 TK Jnmarnoctrka TecThbl 15 30
CHH/IDOMOB CHCTEMHBIX | Cyryanuonn |5 3
FeHETHYECKHU bIe 327249H
JETEPMUHUPOBAHHBIX (MHHHKeIiChI)
3a00JICBaHHUH
4 |5 TK Jlmarnoctrka TecThbl 15 30
A CHHIPOMOB CHCTEMHBIX | CyryaumoHH |5 2
3a00J1€BaHuMH i€ 321a9H
COCIMHHUTENBHON TKAHH | (qunuKeiichl)
5 |5 TK Jlmarnoctrka TecTbl 15 30
A CHH/IPOMOB CHCTEMHBIX | Cyryanuonn |5 2
3a00JIeBaHUN KPOBU bIe 321a9H
(MMHMKelCbI)

2.1.2.Tlpumepsl OLIEHOYHBIX CPEJCTB:

st Texymero kKoHTpoJs (TK)

OnucarensHble 3ananus (ITpunoxenue 2)




Curyarmonnsie 3a1aun (MuHuKeWcnl) (IIpunoxenue 3)

JUISL IPOMEKYTOYHOM aTTECTallU
(1A)

Tecrossie 3ananus ([Ipunoxenue 1)

5. YCJOBHUA PEAJM3AIIMM YYEBHOW JUCHUILIMHBI B1.B.09

MeaunuHcKasi reHeTHKA

Oo0pa3oBaTre/ibHbIE TEXHOJIOTHHI
Hcnonb3yemple 00pa3oBaTesbHbIE TEXHOJOTUU MpHU peanu3anuu gucuumuiiael b1.B.09
Menununckasi renetuka 10 10% MHTEpaKTUBHBIX 3aHATUH OT 00beMa KOHTAKTHOM PabOTHI.
[TpuMepbl THHOBAITMOHHBIX 00Pa30BATEIBHBIX TEXHOJIOTHI:
D0P OcHOBBI MEIUIIMHCKON T€HETUKH
D0P ®OusukaibHas TUarHOCTHKA HACIEICTBEHHBIX U TEHETUYCCKH JIETSPMUHUPOBAHHBIX

3200 IEBaHUNA




[Tpunoxenue 1

TecToBsiil KOHTPOIB MO guctUIUInHE B1.B.09 Meaununckasi reHeTuka

Kon

TexcT koMneTeHIUM / Ha3BaHUS TPYAOBOH PpyHKuMH /
HA3BaHMS TPYA0BOIO JAeiicTBHSA / TEKCT 3JIeMeHTa
CUTYALlMOHHOM 3a1a4H

31.05.01

JleueOHoE nmemno

I1K-3

CriocoOHOCTH ¥ TOTOBHOCTB K COOPY U aHAIU3Y Kajnoo
NAllMeHTA, JAHHBIX €r0 aHaMHE3a, Pe3yJIbTaTOB OCMOTA,
Ha60paT0pHBIX, HHCTPYMCHTAJIBHBIX, IIATOJIOTO-
AHATOMHUYCCKUX U NHBIX I/ICCJ'ICJIOBEIHI/Iﬁ B [ICJIAX
[pacro3HaBaHUs COCTOSIHUS UM YCTaHOBJICHUS (akTa
HaJIMYUA UK OTCYTCTBUSA 3a00JieBaHUs

[1K-4

CriocoOHOCTh ¥ TOTOBHOCTB K OTIPEJIENIEHUIO y MallUeHTa
OCHOBHBIX MATOJIOTUYECKUX COCTOSIHUM, CUMIITOMOB,
CUH/IPOMOB 3a00JIeBaHUMN, HO30JIOTMUYECKUX (POpPM B
COOTBETCTBUU ¢ MeXTyHapOIHON CTaTUCTUYECKOU
kiaccudukaiuen 6osie3Hel U TpooIeM, CBI3aHHBIX CO
310pOBbEM

A/02.7

[IpoBenenue oOcae0BaHMS MAITUEHTA C IICJIBIO
YCTaHOBJICHUS JMarHo3a

JIAUTE OTBETHI HA BOITPOCHI TECTOBOI'O
KOHTPOJIA

TECTBI 1 1 2 YPOBHS (OJIMH TPABWILHBIN
OTBET)

1. K cucTeMHBIM 3200/1€BAaHUAM COCUHUTEILHOM
TKAHU OTHOCSITCSA

1. cuctemHas ckiiepoJiepMusl, MOJIMMHUO3UT, O0JIE3Hb
bexuera

2. cUCTEeMHas CKJIEPOJIEPMHUS], TOJIMMHUO3UT, 00JIE3Hb
Nuenko-Kymunra

3. cucTeMHas CKJIEpOJIEPMHUSL, TEPMAaTOMHO3HT, OOJIE3Hb
Bunscona-KonoBanosa

4. cucTeMHasi CKJIepoAepMHUs, MOJIUMHO3UT, O0JIE3Hb
Kiaitndenprepa

Otger: 1

2. UMMyHoOperyIaTopHbIii 1ucbajiaHc,
Pa3BUBAKOIIUIICS NPH CHCTEMHBIX 32001eBAHUSAX
COeIMHUTEIbHOM TKAHU 3aKJII0YAeTCH

1. B yTHETEHHH CYNIPECCOPHON U BO3pACTAHUU XEIIEPHOI
AKTUBHOCTH T-TMMQOILUTOB C MOCIEAYIONIEH aKTHBaIMEH
B-nmumdonuron

2. B YTHETEHUH XEIIEPHOUN U BO3pacTaHUU CYIIPECCOPHOM
AKTUBHOCTH T-TUMQOILMUTOB C MOCIEAYIONIEH aKTUBaIIUEH
B-nmumdonuron

3. B YTHETEHHMH XEJIMNEPHOU U BO3PACTAHUM CYIIPECCOPHOI
aKTUBHOCTH T-1uM@onuToB 6e3 mocieayromniei
akTuBanuuu B-mumdonuron

4. B YTHETEHUH CYIPECCOPHOM U BO3pacTaHUM XEJINEPHOI




akTuBHOCTH T-muMdonnTos 6e3 mocuemayronei
aKkTuBanuu B-mumdonuton

Otger: 1

3. HauboJiee xapakTepHbIMU MOP(OTOTHYECKUMH
W3MEHEHUSIMHU NPU CHCTEMHBIX 3200/1eBaHUAX
COCJUHUTEIbHON TKAHHU SBJISIIOTCS

1. nezopranu3zanusi COEIMHUTENBLHOM TKaHU C
(GuOPUHOUTHBIMU U3MEHEHHUSIMU OCHOBHOTO BEIIECTBA,
reHepaIn30BaHHOE OPAXKEHHUE COCYAUCTOTO pycia,
M QOUTHBIE HHPHITBTPATHI

2. ne3opraHu3anus COeJMHUTEIbHON TKaH! U
BHEKJIETOUYHOTO MAaTPUKCA, FT€HEPATTU30BAHHOE
HOpaXKeHHE COCYAUCTOrO pyciia, TMMQPOUTHbIE
UHQUIBTPATHI

3. ne3opraHu3anus COeTUHUTETLHON TKaHH,
MakpodaraiabHas akTUBAIHs, FeHepaTn30BaHHOE
nopakeHHe COCYAUCTOrO pyciia, TMMQpOUTHbIE
UHQUIBTPATHI

4. nezopraHu3zalys COeIMHUTENbHOMN TKaH! U
BHEKJIETOUHOTO MAaTPHUKCA, IETPaHyISIUSA TYIHBIX
KJIETOK, F€HepaIM30BaHHOE MOPAXKEHHUE COCYIUCTOTO
pycina, TuMdouaHbIe HHPHIBTPATHI

Otger: 1

4. MyabTu(dakToOpUaIbHbIE 3200/1eBAHUS CBSI3aHbI
1. ¢ momumopdu3mMoM TeHOB

2. C TEHHBIMU MYyTalUsIMHU

3. ¢ XpOMOCOMHOW TPUCOMHUEMN

4. ¢ 3ameHol amMmuHOKKCIOT B 1ienu JJHK

Otger: 1

5. YacToTa KOHKOPAAHTHOCTH B 0JIM3HELIOBOM MeTo/1e
HCCJIeJ0BAHNSA MYJIbTH(PAKTOPHATIBLHBIX 32001eBaAHNI
1. 3HaYUTENBHO BBIIIE Y MOHO3UTOTHBIX OJIM3HEIOB

2. BbIIIE y JU3UTOTHBIX OJU3HELIOB

3. BCTpeyaeTcs ¢ OAMHAKOBOM 4aCTOTOM Y MOHO3UTOTHBIX
U IU3UTOTHBIX OJH3HEIOB

4. He sBJISETCS NOKA3aTesIeM FeHEeTUYECKON
IPEAPACIOI0KEHHOCTH

Otger: 1

6. IIpu cOope aHamMHe3a KU3HU FeHETHYECKYIO
NPeapaCcnoI0KeHHOCTh U PUCK PA3BUTHS
MYJbTH(PAKTOPHATBLHBIX 3200/1eBaHNI NT03BOJISICT
BbISIBUTH

1. cocraBeHne ceMEHHOM POIOCIOBHON 1 yKa3aHUE Ha
HAJIMYUE BPEeIHBIX ()aKTOPOB BHEIIHEW CPEIbl U
QJITOKOJIBHOM, Ta0auHOM, HAPKOTHUECKOH 3aBUCUMOCTH
2. TOJIBKO COCTaBJIEHUE CEMEWHOM POJIOCIOBHON

3 yka3zaHu€ Ha HaJIUYHE OTATOLEHHOU
HACJIEICTBEHHOCTH IO ONPEEIIEHHBIM BU1aM
3a00JIeBaHMi U BPEAHBIX (PaKTOPOB BHEIIHEH Cpebl U
QJITOKOJIBHOM, Ta0auHOM, HAPKOTHUYECKOW 3aBUCUMOCTH
4. TOJNIBKO yKa3aHUE Ha HaTUYHe BPEAHBIX (PAaKTOPOB
BHEITHEH Cpe/ibl M aIrOKOJIBHOM, TaOauHOM,




HApPKOTHYECKOHN 3aBUCUMOCTHU

Otger: 1

7. Haubosiee TOYHBIM METOA0M JHATHOCTHKH PUCKA
pa3BUTHS MYJIbTH(AKTOPHAIBLHBIX 3200J1€eBaAHUIT
SIBJISIETCS

1. pazsepuyroe JIHK-TectpupoBanue

2. OJIM3HEOBBLIA METOT

3. cemeitHasi po0CIOBHAS

4. SKCIIEPUMEHTAIILHOE UCCIICIOBAHUE

Otger: 1

8. MeaunuHCKasi reHeTUKA u3y4yaer

1. 3HaUEeHHNE HACIIEICTBEHHOCTH B ITATOTeHEe3€e OoJIe3HEN
YeJI0BEKa, CIIOCOObI IMarHOCTUKU U KOPPEKLIUU
TCHCTHUYCCKHU I[eTepMI/IHI/IpOBaHHI)IX 3&60H€B3HHI>1

2. 3aKOHBI HACJIEJICTBEHHOCTH U M3MEHYHBOCTH, 3HAUYCHNE
HACJIEJICTBEHHOCTH B TTaTOTeHEe3e 00JIe3Hel YemoBeKa,
CIOCOOBI KOPPEKIIUY TCHETUICCKH JIETSPMUHUPOBAHHBIX
3a00JeBaHUM

3. 3HaYCHHE HACJICJICTBEHHOCTH B MAaTOTeHE3¢e OOJIe3HEH
YEeJIOBEKA, METO/IbI YIIPABIECHUS MPOSBICHUSIMH 3aKOHOB O
HACJIEICTBEHHOCTH U U3MEHYMBOCTHU

4. HacIeICTBEHHOCTh U U3BMEHYUBOCTD YEJIOBEKA, METO/IbI
yIpaBJICHUS MPOSBICHUSIMH 3aKOHOB O
HACJIEICTBEHHOCTH ¥ U3MEHYUBOCTHU

Otger: 1

9. MyTaunoOHHBI reH CHHTe3UpYyeT 0eJIoK,
OTJIMYAKIIHUIACA OT CTPYKTYPbI M QYHKIUH
MEePBOHAYAJIBLHOI0 0eJIKa

1. mpu HeOMOP(HBIX MyTaIHIX

2. ipy aMOPQHBIX MYTALHUIX

3. pu aHTUMOP(HBIX MyTaALUAX

4. ipu rUNOMOPGHBIX MyTaIHSIX

Otger: 1

10. OrpaHu4eHHBIM YHUCJIOM I'€eHOB KOHTPOJIUPYeTCsl
1. nucKkpeTHas MyTanus

2. (eHOTHIMUECKAST MYTALIUS

3. HempepbIBHAS MyTallUs

4. reHOTUIINYeCKass MyTaIlHs

OtBerT: 1

11. Tpunjaouaus U TeTPANJIOUAUS SIBJISIIOTCS

1. neTanpHBIMU MYyTaIlUSIMU

2. MOJTyNeTalbHBIMU MYTaIUsIMU

3. CTepUIBHBIMUA MYTallUSIMU

4. YCIIOBHO JIETAIbHBIMU MYTAIUSIMH

Otger: 1

12. Mexanu3M BbIpe3aHHusl OIIHOOYHBIX YHACTKOB
JIHK ns1st 3aMeHbl X MCXOAHBIMU HA3bIBAETCS

1. penapanueit

2. pexkoMOUHanuen

3. penMKanuen




4.

Tparcopmarueit

Ortser: 1
13. BbicTpoe 0JI0OKHPOBAHHE MATOJIOTHYECKOT0 FeHA
o0ecnmeynBaeTcs

1.
2.
3.
4.

CHUCTEMOM ONepoHa

MEXaHU3MOM pelnapanuu

JUIUIOUINEN CTPYKTYPHBIX DJIEMEHTOB I'€Ha
JOMUHUPOBAHUEM HOPMAIBHOTO aJIIeis Ha/l

aTOJIOTUYECKUM
Ortger: 1
14. bpaxuaakTujms Hacjaeayercs

1.

10 ayTOCOMHO-JOMHWHAHTHOMY TUITY, COCINICHHOMY C

I1OJIOM

2.

10 ayTOCOMHO-PECUCCCUBHOMY TUITY, CHCIIJICHHOMY C

I1OJIOM

3.

10 ayTOCOMHO-PEHICCCUBHOMY THUITY, HC CHCIIJIICHHOMY C

T10JIOM

4.

npu BSaHMOHeﬁCTBHH HCaAJJICJIBHBIX T'€HOB

Otger: 1
15. JleBopykocTh U aMOUIeKCTPHUS MPOSIBJISAIOTCS

1.

TIPH HACJIEIOBAHUHM IO ayTOCOMHO-PEIIECCUBHOMY THITY

HE B KaXXIOM IIOKOJICHUH

2.

P HACJeI0BaHUH 110 ayTOCOMHO-PELIECCUBHOMY TUITY

B KaXXJ1OM ITIOKOJICHHUH

3.

IIpy HACJICOJOBAHWHU 110 ayTOCOMHO-JJOMUHAHTHOMY

TUITY B KQ&XXJIOM ITIOKOJICHUU

4.

IIpy HACJICOJOBAHWHU 110 ayTOCOMHO-JJOMUHAHTHOMY

TUITY HE B KaXXJOM MOKOJICHUH
Otser: 1
16. K xpoMocOMHBIM 00J1€3HSIM OTHOCSITCS

l.
2.
3.
4.

cunzpomsl Ilatay, OBapaca, [llepemesckoro-Tepuepa
cunzpomsl Ilaray, IBapaca, xopes ['eTunncona
cunapomsl [latay, OBapaca, Mapdana

cunapowmsl Ilatay, DBapca, GeHUIKETOHYPHS

Ortser: 1

[IIxana oneHnBaHuA

«OtanaHo» - 6onee 80% MpaBHUJIbHBIX OTBETOB HA TECTOBLIC 3aJIaHUSA KAXKIOI'O0 YPOBHA
«XOpOI_HO» - 70-79% IPpaBUJIBHBIX OTBCTOB Ha TCCTOBBIC 3aIaHU KaKJA0I'0 YPOBHA
«y,[[OBJ'IeTBOpI/ITeJ'IBHO» - 55-69% IMPAaBUJIBHBIX OTBECTOB HAa TECTOBBLIC 3aIaHUA KAXKJI0T'0 YPOBHA
«Hey,Z[OBJ'IeTBOpI/ITeJIBHO» - meHee 55% MPaBHUJIbHBIX OTBETOB Ha TCCTOBLIC 3a/IaHUSA KAXKIOT'O

YPOBHS




[Tpunoxenue 2

OnucarensHoe 3aganue mo qucuuiuinge 51.B.09 MeaguuuHCcKasa reHeTuKa

Kox

TexcT KoMNIeTeHIUM / Ha3BaHUS TPYAOBOH (GyHKIMHU / HA3BAHUS
TPYAOBOIO J1eHCTBHUSA / TEKCT 3J1eMEHTA CUTYAllHOHHOM 3a1a4u

31.05.01

JleueOHOE neno

I1K-3

CriocoOHOCTh ¥ TOTOBHOCTB K COOPY M aHAIHM3Y JKAI00 MaIMeHTa, TaHHBIX
€ro aHaMHe3a, pe3yIbTaTOB OCMOTPA, Ta00PaTOPHBIX,
HHCTPYMCHTAJIbHBIX, [TIATOJOTO-aHATOMHUYCCKUX U MHBIX I/ICCJIG[[OBaHI/Iﬁ B
LCIAX paCliO3HaBaHUA COCTOAHUA UK YCTAHOBJICHUA (baKTa HaJIM4yuia Nin
OTCYTCTBHUSI 3a00JIeBaHUS

[1K-4

CriocoOHOCTh ¥ TOTOBHOCTH K ONPEAETICHUIO Y TAI[MEHTa OCHOBHBIX
[1aTOJIOTUYECKUX COCTOSIHUN, CUMIITOMOB, CUHIPOMOB 3a00JI€BaHUH,
HO30JIOTUYECKUX (POPM B COOTBETCTBUU ¢ MeEXKyHapOIHOM
CTaTHCTUYECKOM Kinaccupukanuen 6oae3nelt 1 npooiemM, CBI3aHHbBIX CO
310pOBbEM

YCTAHOBUTE COOTBETCTBHUE

33}12‘{“ KOHCYJIbTHUPOBAHUSA BI/I}I KOHCYJbTHPOBAHUSA

1. YTouHeHHe quarHo3a Ha OCHOBE A) MEANKO-TEHETUYECKOE KOHCYIIbTUPOBAHUC
COCTaBJICHU pOZ[OCJ'IOBHOﬁ 1o
HacCJICACTBEHHOMY 3a00JIeBaHUIO

2. KoHcynbTHpOBaHUE 10 TIIAHUPOBAHUS b) koHCYnBTHpPOBaHKE 110 BOIIPOCaM
JETOPOXKACHUS HACJIEICTBEHHBIX NPEIMKTOPOB 3a001eBaHUI
B3pOCIIOTO YesIOBeKa

3. KoHcynbTupoBaHue 1nocie posxaeHus B) npenaranpHas 1MarHoCTHKA BPOXKICHHBIX
peOeHKa ¢ TeHeTHYECKUME OOJIe3HAMU 1 HACJIECTBEHHBIX 3a00JIeBaHMI

4. KoHCynbTHpOBaHUE B aKyLIEPCKOM I') npocniekTHBHOE MEIUKO-T€HETUYECKOE
IPaKTHKe KOHCYJIbTHPOBaHHE

5. JlnarHocTU4ecKoe KOHCYIbTUPOBAHUE J1) peTpociieKTUBHOE MEAUKO-TE€HETUIECKOe
PE3MCTEHTHBIX K MEAMKAMEHTO3HOH Tepanuu KOHCYJIbTUPOBaHHE

MaTOJIOT Uit

6. [Ipomaranma MeMKO-T€HETUYECKUX 3HAHUHI
Cpelu HaceleHus

[IpaBunbuelii otBeT: 1-A: 2-I": 3-11: 4-B: 5-b: 6-A

Kannuyeckue nposiBjieHus HacaencrBennsie 6os1e3Hu
1. Y3kue rna3Hele MemH, MUPOKUKA HOC, A) Ilporepus

MO JAKTHIIUS

2. Kopotkoe TynoBuiie, apaxHOJAKTHINS B) Cunnpom Mapdana

3. Huskwii poct, ymeHblienue iuiesoi yactu | B) Cunapowm Ilaray
Yepera, IPexkICBPEMEHHOE CTapeHUE

4. MBIIICUHBIH TUTIEPTOHYC, TPEMOD, T") Cuagpom DaBapaca
SMUIENTU(GOPMHBIE POSIBIICHUS, «MBIITHHBINA
3amax»

5. HenopasBurue HIKHE# derrocty, aHoManun | J1) DeHunkeTonypus




yiueH, KUCTen

6. J[ByXCTBOpUATHIH aOpPTAIBHBIN KIIaraH

[IpaBunbHbi oTBeT: 1-B: 2-B: 3-A: 4-/1: 5-I": 6-b

H3zyyaemblie BONpPOCHI

Pa3nenbl MeTMIIMHCKOM TeHETHKH

1. MCTOL[BI KIIOHUPOBaHUsL OHOJIOrMYECKUX
00BEKTOB M YeJIOBEKa

A) I'eHeTHKa COMAaTHYECKHX KIETOK

2. MeToJIbI UCITONIF30BaHUS T'€HOB B
MPOU3BOACTBE IMUIIEBBIX TPOAYKTOB U
JIEKApCTBEHHBIX ITPerapaToB

b) I'ennas nmxeHepust

3. 3aKOHOMEPHOCTH HACJIE0BAHM TPYIII
KPOBHU U TKAHEBBIX aHTUTCHOB

B) NmmyHoreHernka

4. OcobeHHOCTH MOP(OJIOTHH U TTIOBEICHUS
XPOMOCOM, BapHUAHTBI XPOMOCOM 3JIOPOBBIX
Jmonei

T') Liutorenernka

5. MexaHu3Msl iepeHoca reHOB Ha KIIETOYHOM
ypoBHe, MeTos! rudpuan3sanm JJHK

1) MonexynsipHast u GnoxumMuyeckas
TeHEeTHKa

6. MexaHu3MBl peain3aliy FreHeTHYEeCKOi
nHpopMan

[IpaBunbHelii otBet: 1- [: 2-b: 3-B: 4-I": 5-A: 6-/1

I'ennble 00J1€3HI

Oco0eHHOCTH HACJIEIOBAHUS

1. JlanpTOHU3M

A) cLenseHHoe C MOJI0M, X-XpPOMOCOMHOE,
peLeccuBHOE

2. Atpodust 3pUTEITBHBIX HEPBOB

b) cuennennoe ¢ noaom, X-XpoOMOCOMHOE,
JIOMHUHAHTHOE

3. ActurmMatusm

B) He cremieHHoe ¢ OIOM, peliecCUBHOE

4. Ocobbie (hopMbI paxura

I') He cuemieHHOE ¢ MOJIOM, JOMUHAHTHOE

5. OcoObie pOpMbI UXTHO3a

J1) cuersieHHOE € MOJIOM, Y-XpOMOCOMHOE

6. Dnunencus

[IpaBunbHelid oTBeT: 1-A: 2-A: 3-": 4-b: 5-/1: 6-B

IpyyuHbI pa3BUTHS TeHETHYECKUX
0oJie3Heil

TI'enernueckue 00J1e3HI

1. OrcyrcrBue niu 6rokana GpepMeHTa
THPO3HHA3BI

A) CepnioBUIHO-KJIETOYHASI aHEMUS

2. Hapyuienue merabonu3ma aMMHOKHCIIOT

B) T'emodunus

3. BpoxnaeHHoe orcyrcTBre epmeHTa
MeJaHHHa

B) Cunnpom XKunsbepa

4. CuHTe3 aHOMAaJLHOrO TeMOIIo0MHa S

I') ®ennnketonypus

5. Hapymenue cunresa VIII, IX wmm X1
(hakTOpPOB CBEPTHIBAHUS KPOBU

1) AnsOuHm3M

6. BpoxkieHHOE HapyIeHne
BHYTPHKIICTOYHOT'O TPAHCIOpTa OMIIMpyOrHA K
MECTY KOHBIOTAIUH C TJIIOKYPOHOBO




KHCIOTOM

[IpaBunbable oTBETHL: 1- J1: 2-T": 3-/1: 4-A: 5-b: 6-B

[Tpunoxxenue 3
CuryanmonHas 3ajada (MUHUKEIC)

no mucrumriae B1.B.09 MeagunuHcKkas reHeTHKA

TexcT KoMneTeHI UM / Ha3BaHUS TPYAOBOH (PYHKUMY / HA3BAHUA

Kon . .
TPYAOBOIO0 JeicTBYSI / TEKCT 3JIEMEHTAa CUTYAIMOHHOI 3a1a4u

31.05.01 JleueOHOE 11€I10

|CriocoOHOCTE ¥ TOTOBHOCTH K COOPY M aHATU3Y KaJI00 MaIlMeHTa,
TAHHBIX €T0 aHaMHe3a, Pe3yJIbTaTOB OCMOTpPa, 1a00paTOPHBIX,
IIK-3 MHCTPYMEHTAIBHBIX, TATOJIOT0-aHATOMUYECKUAX U MHBIX
VICCIIEZIOBAaHUI B IIEJISAX PACIIO3HABAHUS COCTOSHUS WIIH
yCTAaHOBIICHHSI (paKTa HATMYUS MIIM OTCYTCTBHS 3a00JIEBaHUS

|CriocoGHOCTE ¥ TOTOBHOCTB K OTIPENIEIICHUIO Y MTAllMEHTa OCHOBHBIX
MaTOJIOTMYECKUX COCTOSIHUHM, CHMIITOMOB, CHHIPOMOB 3200JICBaHU,
I1K-4 HO30JIOTHYECKHX (JOPM B COOTBETCTBUH ¢ MeKTyHapOIHOM
CTATUCTUYECKOH Kiaccudukarmen 60ose3Helt 1 mpooieM, CBSI3aHHBIX
CO 3I0pPOBBEM

[0O3HAKOMBTECH C CHTYALIMEN U JANTE
PA3BEPHYTBIE OTBETHI HA BOITPOCHI

1 JlaiiTe Ha3BaHHE METOAMKHU, IPEACTaBICHHON Ha GoTorpadusx, u
3aKJIIOYECHUE Y 3J0POBOTO YEIOBEKA

2 IOHI/IH_II/ITC MOPAIOK NPOBCACHUS MCTO AUKU




3 HazoBuTe MpUYMHbBI U3MEHEHUS PE3yIbTaTOB 00CIIeIOBaHHS

4 VKaKUTe MaTOr€HETUUESCKUE MEXaHU3MBI YBCJIMYCHUA OpraHa

[Tpunoxxenue 3

OLIeHOYHBIH JTUCT K
CuryanmoHHoOM 3a1a4e (MUHUKENC)

no mucrumriae B1.B.09 MeagunmuHcKkast FeHeTHKA

TexeT KOMIeTeHIMH / HA3BAHUSA TPYAOBOI PyHKIMUM / HA3BAHUA

Kon . .
TPYIOBOIO JeiCTBUSI / TEKCT 3JIEMEHTA CUTYAIMOHHOI 3a1a4u

31.05.01 JleueOHOE 11€I10

CrocoOHOCTh ¥ TOTOBHOCTH K COOPY M aHAIHM3Y KaJlo0 MarueHTa,
TAHHBIX €T0 aHaMHe3a, Pe3yJIbTaTOB OCMOTpa, 1a00paTOPHBIX,
IIK-3 MHCTPYMEHTAIBHBIX, TATOJIOT0-aHATOMUYECKUAX U UHBIX
MICCIICZIOBaHUH B IIEJISIX PACIIO3HABAHUS COCTOSHUS WIIH
yCTaHOBJICHHSI (DaKTa HATMYHS MIIM OTCYTCTBHS 3a00JICBaHUS

[IpoBenenne oOcme0BaHUS AIMEHTA C IIEJIbI0 YCTAHOBIICHUS
nuarHosa

A/02.7

O3HAKOMBTECH C CHTYALIUEM U IAWTE
PA3BEPHYTBIE OTBETBI HA BOITPOCHI

JlaiiTe Ha3BaHHE METOAMKH, TIPEACTABICHHON Ha QoTorpadusx, u
3aKJIIOYEHUE Y 3J0POBOTO YEJIOBEKA

1. Tlepkyccus u manbHanus cene3eHKu




2. B HOpMe He manpnupyercs

3. Pasmeps! no KypnoBy: 1muHHEK 6-8 cM, oniepedHuK 4-6 cm

P2 OTIINIHO JlaHbl IpaBUJIbHBIE OTBETHI HA BCE BOIIPOCHI
JlaHbl IpaBUJIbHBIE OTBETHI HA 2 BOMpOCa - JUI OLIEHKH «XOPOILIO»
Pl XOPOIIO/yIOBICTBOPHTEITH
Ho /lan oTBeT TOJIbKO Ha | BOMPOC— /JIsl OLEHKU «YIOBJIETBOPUTEIHHOY
PO HEY/IOBJIETBOPUTEILHO ||/laHbI HEBepHBIE OTBETHI Ha 00a BOIpoca
B 2 OnumuTe NOpsSAOK NPOBEACHUS METOTUKH
1. BonbHO# neXUT Ha MpaBoM OOKY, ITpaBasi HOra BBITSIHYTA, JIEBAs
COTHYTa B KOJICHHOM U Ta300€IpEHHOM CyCTaBax, pyKH — IO/
rOJIOBY
2. Tlamer mieccuMeTp yCTaHABIMBAIOT MEPICHIUKYIAPHO X
pedpy ¥ NEPKYTUPYIOT TUXOM MEepKyccruen OT 3aiHen
MOIMBITIIEYHOH JIMHUH 110 X0y X peOpa BHU3 JI0 IPUTYIUICHUS
— BEPXHHI TOJIFOC CENE3EHKHU
3. TlepkyTupyroT oT pedbepHO# Iyru K MO3BOHOYHUKY T10 XOIy X
pebpa 10 TPUTYIUICHUS — HIDKHHUM TOJTIOC CEIe3EHKHU
4. K cepenuHe HalJIEHHOTO JUTMHHUKA MPOBOJIAT NEPIEHAUKYIISIP
U OTIPE/IETISIOT NOTEPEUYHUK CEJIE3EHKHU M0 MpaBUiIaM
& ) TonorpaguIecKoi MepKycCHu
5. Ilpum nanpnamuu jeBas pyka GuKCUpyeT pedpa, mpaBas
yCTaHaBJIMBAETCSA B 00JIACTH JIEBOTO MOApeOephs y Kpast
pebepHoit Tyru
6. Bo Bpems Bgoxa KoKHas CKJIaJiKa coOMpaeTcs 3a najablaMu
7. Ha BbII0X€E — IOTpYKEHHE NANbIIEB B OPIOIIHYIO TIOJIOCTh
8. bosbHOTO MpOCAT caenath riyOOKUi BJOX, BO BpeMsl KOTOPOTO
IIPOUCXOUT CMEIIEHHE CeJIe3€HKU BHU3 U, IIPU €€ YBEIHUCHUH,
OHa MOET MaJIbIIUPOBATHCS
9. H3Mmeputh pazMepsl JTMHHUKA U TIONIEPEUHUKA CEIe3CHKU
P2 OTJINYHO [IpaBuiIbHO yKa3aHbl BCE MyHKTHI
[IpaBuibHO yKa3aHbl 6-8 MYHKTOB - AJIS1 OLIEHKU «XOPOILIO)
Pl XOPOII0/yOBIETBOPUTEIH
HO [IpaBuibHO yka3aHbl 4-5 MyHKTOB — /7151 OLIEHKH
«YIOBIETBOPUTEITHHO)
PO HeynoBieTBoputensHo  [[IpaBuibHO ykasaHbl MeHee 4 MyHKTOB
B 3 HazoBuTe MpUYMHbBI U3MEHEHUS Pe3yIbTaTOB 00CIIeI0BaHHS
1. Wndexuun: 6akrepuanbHble (TyOepKyies, Opyuemnies, TH,
9HJIOKAp/NT), BUPYCHbIE (MOHOHYKII€03, T€NaTHUT,
IUTOMETATOBUPYC), MPOTO300HO3HbIE (MapHsl, TOKCOIIIA3MO3)
C) 2. AyTOMMMYHHBIC U CUCTEMHBIE 3200JIeBaHUS: PEBMATOH THBIHA

apTpUT, CApKOU03, CHCTEMHAs KpacHasi BOJTYaHKa
3. TlopranbHas runepTeH3us
4. T'eMoIUTHYECKHE AaHEMUH




5. OcTpble TeHKO3bI

6. Mueno- u umdonponudepaTUBHBIC 3200JI€BAHUS: XPOHUICCKHIA
MUEIONEHK03, XpOHUYeCKU UM poieiiko3, muMdoma

7. Jlpyrue npuyuHbI: METacTa3bl, a0CLECCHI. KUCThI

P2 OTJIINYHO [IpaBHJIBHO yKa3aHbI BCE ITYHKTBI
[IpaBuibHO yKa3aHbl 5-6 MYHKTOB - JJISl OLIEHKH «XOPOIIO»
Pl XOPOIIO/yIOBICTBOPHTEITH
HO [IpaBuiibHO yka3aHbl 3-4 MyHKTOB — /7151 OLIEHKH
«YIOBJICTBOPUTEIHLHOY
PO HeynoBieTBopuTenbHo  [[IpaBuibHO yKka3aHbl MeHee 3 MyHKTOB
B 4 VKaxuTe MaToreHeTHYeCKne MeXaHU3Mbl YBEJIMUCHHS OpraHa
1. TunepcrieHU3M — Ype3MEPHOE pa3pylIeHNEe CEIE3EHKOM
KJIETOYHBIX 3JIEMEHTOB KPOBH, YTO MPOSIBISETCS CHUKEHUEM
SPUTPOLIUTOB, TPOMOOIIMTOB M JIGHKOIIUTOB B IMPKYJIUPYIOIEH
KpOBH
e} 2. TloBbIlIeHNE TAaBICHUS B CHCTEME BOPOTHOM BEHBI
3. 3acroii KpOBH B celle3eHKe
4. T'unepakTuBalus PETUKYIOIHAOTEIHATBHON CHCTEMBI
CEJIE3EHKH M YBEJIMUYEHUE aKTUBHOCTU MaKkpoQaron
P2 OTJIMYHO [[paBMIbHO yKa3aHbl BCE MMYHKTHI
[IpaBrunbpHO yka3aHbl 3-4 MyHKTA - 7151 OLIEHKH «XOPOILIOY
Pl XOPOIIO/YAOBICTBOPUTEIH P YK yH L ot p
HO
[IpaBunbHO yKa3aHbl 2-3 MyHKTa — JUIsl OLIEHKU «YyJIOBJIETBOPHUTEIILHO»
PO HEYIOBIETBOPUTENIHLHO ([IpaBHIIbHO yKa3aHbl MEHEE 2 TYHKTOB
O Hrtorosag onenka
®.1.0. aBTOpa-
A p Kapnunckas 1O.1O.
COCTaBUTEIS
[Ipunoxenue 3
CuryaunoHHas 3agada (MHHHUKEIC)
o qucuurindae 51.B.09 MeannuHCKas reHeTHKA
Texcer koMneTeHu Uy / Ha3BaHus TPYAOBOH PpyHKIMH /
Kon HA3BAHMS TPYAO0BOI0 AeCTBHA / TEKCT 3JIEMEHTA
CHUTYALMOHHOM 3a1a4M
31.05.01 JleyeOHOE n1e11o
C110cOOHOCTB M TOTOBHOCTB K cOOpY M aHAIM3Y ayo0 MaueHTa,
AAHHBIX €0 aHAMHEC34a, pE3yJIbTaTOB OCMOTpA, J'Ia60paTOpHBIX,
HK'3 MHCTPYMCHTAJIbHBIX, IATOJIOT0aHATOMHUYCCKUX U UHBIX I/ICCJ'IC,Z[OBaHI/Iﬁ
B CJISIX paCllO3HAaBaHHA COCTOSAHUA WUJIKM YCTAHOBJICHUA (l)aKTa
HaJIM49Us NJIW OTCYTCTBUA 3a00JIEBaHUS
MJIK I1K-33 orpeensieT He0OXOMMBIH 00bEM JTOMOTHUTEIBHBIX METO/I0B




TMarHOCTHKH, AaeT OLIEHKY X Pe3yJIbTaTaM Ui pacrio3HaBaHUs
COCTOSTHUSI, YCTAHOBJICHUS (DAKTa HATTMYHS UITH OTCYTCTBHUS
3a00J1eBaH U

A/02.7

[IpoBenenue 0OCIETOBAHMUS MAIMEHTA C [EJBI0 YCTAHOBIICHHUS
nuarLosa

O3HAKOMBTECH C CUTYALIMEN U JTAWTE
PA3BEPHYTBIE OTBETHI HA BOITPOCHI

[lanuent C., 32 roga

Ilon my>xckoi

HaumonanbHOCTB: pycCKUit

Mecto paboTsl: TeHepanbHbli gupexTop OO0 «CCBII»

PKanoObl: meproanyeckue TrojOBHBIE OONM B BHUCOYHBIX O0JIACTSX,
CBsA3aHHbIC C HEPBHO-O3MOIIMOHAJIbHBIM NI (1)I/I3I/I‘IGCKI/IM
[epeHanpsbkeHUEM,  PEIKO  OMIYIICHUsT  TOJIOBOKPYXKEHHUsS, He
CBSI3aHHBIE C TICPEMEHOH TIOJIOKEHHS TeNa, KpaTKOBPEMEHHEIE.
[leproauuecku cnabocTh, 0COOEHHO Ha (POHE HAPYIICHHUS PSKUMA CHA
1 OTJbIXA.

AHamHe3 3aboneBanms: B HosOpe 2020 roma Ha ¢QoHe HOBOM
KOpPOHABUPYCHOH  WH(EKIUU COVID-19  BmepBeie  OBLIO
BapeructpupoBano moBeimeHue AJl mo 155 m 95 MM pr cT, B
MOCJIEAYIOIIEM Pa3BHIICS TTOCTKOBUIHBIA CHHAPOM, ITONTy4all JIeYeHue,
B TOM 4YHMCIIE CTal[IOHApHOE, B TEYEHHE rojla OTMevasach CiadocTh U
nepuoaudeckue redanrun. Bem maeBHuK caMokoHTpois All, Ha done
MpreMa aHTUTHIEPTEH3UBHBIX CPEACTB OBUIM JOCTHTHYTHI IEIEBBIC
ypoBaH A/l B mpenemax CAJl 115-120 mm pt cT; A 80-90 MM pt
ct. OOparmiics mns TPO(IIIAKTHYECKOTO OCMOTpa M KOPPEKIIUH
MEIMKaMEHTO3HOH  Tepalmni B CBSA3M C  BapHaOEIbHOCTHIO
ApTEpUATLHOTO NABIICHUS B TTOCIeAHIE 3-4 Mecsa.

AHamHE3 XKU3HU: Poawics B MOTHOM ceMbe, IepBBIM pebeHkoM. Poc 1
pasBUBaJCSI B COOTBETCTBUU ¢ Bo3pacTtoMm. Oxonuun JIBI'Y (IBDY).
PaGotan mo crenuambHOCTH. Y CIOBUSA JKU3HU M NHUTAHUS B pa3HbIe
mepuonapl Xopowmue. TpaBMbl M olepauuyd OTpULIAeT. BupycHbid
renaTuT orpunaer. KypuT kamesH 10 5 pa3 B HEAENIO.
HapkoTtndeckylo ©W  alKOTONBHYIO ~ 3aBHCHMOCTH  OTpHIIAeT.
HacnencTBeHHOCTh: paHHSSI CMEPTh OT HWH(MapKTa MHOKapaa |
TeMyIIKA 10 OTIY. AJUIEPTrOIOTHYECKH aHAMHE3 HE OTSITOIIEeH.

Status praesens: CocrosiHue YAOBJIETBOPUTENBHOE.
KonctutynmonaneHblil THI — HopMocTeHUK. Poct 183 cM, Bec 70 kr.
Vmepernoro murannst, UMT 20,9 kr/m%. KoxHble TOKPOBBI 0OBIYHOTO
[BeTa, yMepeHHO#l BiaxHoCTH. llepudepudeckue mumdoy3Ibl He
manenupyrores. [lepudepuuecknx orekoB HeT. B nerkux npixanwme
BE3WKYISIPHOE, XPUIIOB HET. BepXyIedHbIi TOMY0K onpeensercs B V|
Mexxpebepbe Ha | CM KHYTPH OT CpPEIWHHO — KIFOUYWYHOH IJIMHUH,
[I0MAapl0 OKOMO 1,5 KB. CM., YMEPEHHOW BBICOTHI W CHIIBI,
Hepe3ncTeHTHbIN. CepaeuHslii TONMUOK He ompenensercsa. llpaBas u
BEpXHSST TPAHUIBI OTHOCHUTEIHHOW TYIIOCTH CepAla B TMpeaenax
HOpMBL.  JleBass TpaHWIIa OTHOCHTENBHOH  TYIOCTH  Cepja
orpenensiercs B V Mexpedeppe Ha | cM KHYTpU OT CpPEIWHHO —|
KIIOYMYHOW JMHUHM. TOHBI CepAlla PUTMHYHBIC, YHCThIe, | TOH Ha
BEpXYLIKE HE3HAYUTEIBHO OCJIA0NIeH, YMEPEHHbIH akKIeHT 2 TOHa Ha
aopre. AJl 146 u 85 MM prT.cT., mynbC 85 B MHUH., PUTMHUYHBIH,
YIIOBJIETBOPUTEILHOIO HANONHEHUs, TBEpAbld. JKUBOT MSTKui,
0e300J71€3HEHHBI TpH  Manblaguu BO Bcex obOmacTsax. lleyeHs
[IEpKYTOPHO HE yBENMUYEHA, HE MaIbIHPYETCS.

laHHBIE TOMTOTHUTENBHBIX METOAOB UCCIEOBAHUS:

KiimHn4yeckuii anajan3 KpoBu:




MOKa3areib 3HAYCHUE
SPUTPOLUTEI 2,8 x 10%/n
I'emoryio0uH 134 t/n
JIeHKOLHMTEI 6,2 x 1091
TpoMOGOIHTEI 237 x 10%n
Il/a 3%

C/a 56%
JlumbouuTs 20%
MOHOLUTEI 10%
Bbazoduist 1%
D03uHODUITBI 2%

COD 11 mm/gac

OOmuii aHaJan3 MOYH:

[IBET — COJIOMEHHO — >KEJITHIN
yaensHbIN Bec 1026

benok — orpui.

Caxap — OTpHIL.

Onutenuii — 3/4 B 11/3peHus
JlelikoLuThI — 2-4 B 11/3peHHUs
bakTepun Her
buoxuMmnyecKkuii aHAJIN3 KPOBU:
OO1mui 6enoK — 76 /1

AJIT- 18 mmois/n

ACT — 20 MmmoiIb/n
MoueBnHa — 5,6 MMOJIB/TI
KpeatuauH — 92 MMOJIB/IT
I"mroxo03a — 5,3 MMOJIB/JT
XonecTepus — 5,9 MMOJIB/JT
Tpurnuiepuas! — 1,3 MMOJIB/IT
JITTHIT — 3,7 MMons/1
JITIOHIT — 1,5 MMomab/n
JIBIT — 1,4 MmMoiib/n

MHaekc areporeHHoctu — 4,2
CK® — 90 mu1/mMuH

6- MuHyTHas1 marosasi mpoda — 510 mMerpoB

O060CcHYHTE HEOOXOIUMOCTh METUKO-TEHETHIECKOT O

B ! KOHCYJIbTHPOBaHHS
B 2 [lepeuncnmTe CHMITOMBI CHHAPOMA apTepHAIBHOMN THIIEPTEH3HH,
BBISIBJICHHBIC ITPH (DM3UKAIBHOM 00CIIeIOBAaHNUH TTAIIHEHTa
B 3 [Tpennonokure BApHaHT BOSMOKHOT'O Pa3BUTHS PEMO/ICTHPOBAHHUS
ceplia B JaHHOW CHTYaIllu
'YKaxuTe Ha OCHOBE I'€HETHUECKON KapThl 3/J0POBbsI I€HbI U BApUAHTHI
B 4 OJMMOpP(PHU3Ma, CIIOCOOCTBYIOIINE PA3BUTHIO apTEPUATIBHON
TUTIEPTEH3UH *
Ha ocHOBe reHeTn4ecKoi KapThl 37I0pPOBbS YKOKUTE (PEHOTHITUUECKUE
B 5 NPU3HAKH, IPOBOLUpYONIMEe GOpMHPOBaHNE apTEPHATLHOM

TUTNICPTCH3NU

A ®.11.0. aBTOpa-cocTaBUTENS

*Pe3y.]'IBTaTBI MOJICKYJIAPHO-TCHECTUYICCKOI' 0 NCCICA0OBAHUA

OueHOYHBIH JIUCT K MUHHKENCY ¢ TEXHOJI0THel «CTAHAAPTU3MPOBAHHBIN MALMEHT» 10
AUCHHILINHE MequIMHCKas T'eHeTHKa.




I[I/IaFHOCTI/IKa CUHAPOMOB MOJIMI'CHHBIX U I'CHCTHUYCCKU ACTCPMUHUPOBAHHBIX 3a00JIeBaHUI

Bun

Kona

TexcT KoMNeTeHIIMM / Ha3BaHUS TPYA0OBOH GpyHKIMH /
HA3BAHMS TPYJ0BOIO AeCTBHSA / TEKCT 3JIeMEeHTA
CUTYallMOHHOM 324U

Kona

TexceT KOMNeTeHIIUH / HA3BaAHUS TPYA0BO# PpyHKIIUM /
HA3BAHUA TPYJAOBOIO /IeiiCTBUSA / TEKCT 3J1eMeHTAa
CHUTYALMOHHOM 3a1a4M

31.05.01

JleueOHOE emno

I1K-3

CriocoOHOCTh ¥ TOTOBHOCTB K COOPY U aHAIU3Y Kajnoo
MalMeHTa, JTAHHBIX €r0 aHaMHe3a, Pe3yJIbTaTOB OCMOTA,
1a00paTOPHBIX, UHCTPYMEHTAIbHBIX,
I1aTOJIOTOAHATOMHWYCCKUX U NHBIX HCCJ’I@I{OB&HH?I B IICJIAX
[pacrio3HaBaHMS COCTOSIHUS UJIM YCTaHOBJICHUS (akTa
HAJIU4YUA NI OTCYTCTBUSA 3a00JIeBaHUs

g0

TIK-33

ompenensieT He0OX0MMBIM 00bEM JTOTIOJTHUTETBHBIX
METOJIOB IMATHOCTHUKH, JJAET OLEHKY UX PEe3ybTaTam JJist
[pacrio3HaBaHUsI COCTOSIHHS, YCTAaHOBJIEHUS (DaKTa HATHYUS
WM OTCYTCTBUS 3a00JI€BaHMS

A/02.7

[IpoBenenue oOcaen0BaHMS MAITUEHTA C IIEJTBIO
YCTaHOBJICHUS JMarHo3a

O3HAKOMBTECH C CUTYAIIUEW U TAUTE
PA3ZBEPHYTBIE OTBETBI HA BOIIPOCHI

[TammmenT C., 32 rona

[Ton Mmyxckoi

HanmoHaabHOCTh: PyCCKUM

Mecto paboTsl: renepanbHbiid qupexkTop OO0 «CCBII»
KanoObl: mepuoanyecKue TroJIOBHbIE OOMM B BHCOYHBIX
007acTsIX, CBSI3aHHBIE C HEPBHO-DMOLMOHAIBHBIM HIIU
buznyecKkuM  HEepeHanpsDKEeHUEM,  PEOKO  OIIYIIEHUs
TOJIOBOKPY>KEHUS, HE CBSI3aHHBIE C MEPEMEHON MOJIOKEHUS
Tena, KpaTkoBpeMmeHHble. [lepmoanyecku  crnabocTh,
0COOCHHO Ha ()OHE HAPYILIEHUS PEKKMMa CHA U OT/IbIXA.
AHamMHe3 3a00seBanus: B HOsiOpe 2020 roga Ha poHE HOBOM
kopoHaBupycHoil uHpexuun COVID-19 Bnepsbie ObLIO
3aperucTpupoBaHo noseienue AJl 1o 155 u 95 mm pt cT, B
MOCIEAYIOIEM  Pa3BUJCS  MOCTKOBUAHBIA  CHHAPOM,
MoJIy4yas JIeYeHHe, B TOM YHMCJE CTallMOHAPHOE, B TEUCHHE
roja oTMeyaiach Ci1aboCThb M TMEpPHOIUYEcKHe Iedaaruu.
Ben paneBHHK camokoHTpons AJl, Ha (¢oHe mnpuema
QHTUTUIIEPTCH3UBHBIX CPEJCTB ObUIM JOCTUTHYTHI 1I€TIEBbIE
ypoBHu AJl B npenenax CAJl 115-120 mm pr ct; JA 80-
90 MM pt ct. OOpatuncs s TpoUIAKTHIECKOTO 0CMOTpa
U KOPPEKIIMM MEAUKAMEHTO3HOM Tepamuu B CBSI3U C
BaprabeIbHOCTHIO apTEPUATBLHOTO NABICHUS B IMOCIEIHHE
3-4 mecsna.

AnamHe3 Jku3HU: Pomuiics B TMONMHOW ceMbe, TMEepPBHIM
pebenkoM. Poc 1 pa3BUBajCs B COOTBETCTBHH C BO3PACTOM.
[Oxonunn JIBI'Y ([AB®Y). PaGoranm mo crnerualbHOCTH.
'YcoBUsI )KM3HU U MHTAHUS B Pa3HbIe MEPHOIBI XOPOIIHE.

TpaBMbl M omnepauuu OTpuunaer. BupycHslli renatut




orpunaer. Kypur xanpsH 10 5 pa3 B HEIENo.
HapkoThueckyro M ajaKOTOJIbHYI0 3aBUCHMOCTb OTpPHILAET.
HacieicTBeHHOCTh: paHHSS CMEPTh OT WH(papKTa MHOKapaa
y JAENyLIKH MO OTLY. AJUIEProJIorM4ecKUil aHaMHE3 He
OTSITOILIEH.

Status  praesens:  CocTosiHHE  YAOBIETBOPUTEIBHOE.
KoncTuTynmoHanbHelii T — HOpMocTeHUK. Poct 183 cM,
Bec 70 kr. Ywmepennoro mmrtanus, MUMT 20,9 kr/m2
KoXHbIE  MOKPOBBI ~ OOBIYHOTO  I[BETA, YMEPECHHOM
BIIAYKHOCTH. [Tepudepryeckue TUM(DOY3ITBI HE
nanpnupyroTcs. Ilepudepudeckux oTexkoB HeT. B merkux
NIBIXaHUE BE3UKYJISIPHOE, XPHUIIOB HET. BepxymeuHslil
TOJTUOK omnpenenserca B V Mexpedepse Ha 1 cM KHYTpH OT
CPEAVMHHO — KIIFOUMYHOM JIMHUHM, TUIOIIAJIbI0 OKOJIO 1,5 KB.
CM., YMEPEHHOW BBICOTBI W CHJIbI, HEPE3UCTEHTHBIN.
Cepneunblii TOT4OK He ompenensiercs. [IpaBas u BepxHsis
paHULIBI OTHOCUTENBHOM TYMOCTH cepAlla B Tpeaenax
HOpMBI. JleBas rpaHuIla OTHOCUTENBHOW TYNOCTH cepiia
omnpenensercs B V Mexpedbeppe Ha 1 CM KHYTpH OT
CPEIMHHO — KIIFOUNYHOM JTUHUU. TOHBI ceplla pUTMHYHEIE,
yncThle, | TOH Ha BepXyllIKe HE3HAUYUTEIbHO OCIalJIEH,
YMEPEHHBIM akieHT 2 ToHa Ha aopte. AJl 146 u 85 mm
pT.CT., MyJIbC 85 B MUH., PUTMHYHBIN,
YIOBJIETBOPUTEIBHOTO  HAINOJHEHMs, TBepabld. JKuBoT
MATKHH, 0€300JIC3HEHHBI TPH MaJbllalliM BO  BCEX
obOnactsix. IleyeHb TEpKyTOpHO He yBEIUYEHa, He
MagbIUPYETCS.

/laHHBIE TOMOJIHUTENIBHBIX METOJIOB UCCIIEIOBAHMS:
Kiimnuyeckuii aHAIM3 KPOBM:

IOKa3aTellb 3HAaYEeHHUE
SPUTPOLUATHI 2,8 x 10%%/n
I'emori00uH 134 r/n
JlerKkouThI 6,2 x 10%n
TpoMOOIUTEI 237 x 10%7
I1/a 3%

Cla 56%
JlumdonuTer 20%
MoHouuTe! 10%
bazoduisr 1%
D031HO QUITBI 2%

(6(0)C) 11 Mm/gac

OO0mmii anau3 Mo4u:

L[BET — COJIOMEHHO — KEJIThII
yaenbHbll Bec 1026

benok — orpuir.

Caxap — oTpuil.

Onutenuil — 3/4 B n/3peHus
JlelikouuTsl — 2-4 B 11/3peHus
bakrepun HeT
buoxuMu4ecKkuii aHAJIU3 KPOBU:
|O6muii 6enok — 76 /0

AJIT- 18 Mmmonb/n




ACT — 20 Mmmoub/i
MouyeBrHa — 5,6 MMOJIB/JI
Kpeatunu — 92 MMoIIb/n
["1rox03a — 5,3 MMOJIB/TI
Xonecteput — 5,9 MMOJIB/1T
Tpurmanepuast — 1,3 MMoIB/11
JIITHIT — 3,7 MMoib/i
JITTOHIT — 1,5 mMmob/1

JIBIT — 1,4 Mmmouts/it

NHunekc areporennocta — 4,2
CK® — 90 ma/mMun

|6- MunyTHas marosas npo6a — 510 meTpoB

|O6ochyiiTe HEOOXOIMMOCTh METUKO-T€HETUIECKOTO
KOHCYJIbTUPOBAHUSA

1. Cunngpom apTepuanbHON THIIEPTEH3UU
2. Moonoii Bo3pact
3. OrsromnieHHas HACIEICTBEHHOCTh

30b1TOuHAs BapuabenbHOCTh A/l Ha QoHe
MEINKaMEHTO3HOM Tepanuu

P2

OTJIMYHO

Bce oTBeTHI BEpHBIE

P1

Xopo1o/y10BIETBOPUTEIIbH
0

Has3BaHo BepHO 3MyHKTa - ISl OLIEHKH «XOPOILIO»;

Has3BaHo BepHO 2MMyHKTa — JJIs OLIEHKH
«YIOBJICTBOPHUTEILHO»

PO

HCYAOBJICTBOPUTECIBHO

4. Haszpan BepHO | MyHKT WJIK HE HA3BaHO HUYETO

[lepeuncnure CUMOTOMBI CHHIIPOMA apTepHAIbHOM
CUNIEPTEH3UHU, BBISIBICHHBIE PH (PU3UKATEHOM
00cJeI0BaHNY MalleHTa

10. ’KanoOs1 Ha nedanruu 1 roIoBOKypyKeHHs Ha (poHe
noBbIimeHus AJl

11. Yka3zaHue B aHaMHE3€ Ha MOBBIIICHHBIC IUPPBI A/l,
IpUEM aHTUTUIIEPTEH3UBHON Tepanuu ¢
HECTaOMIbHBIM 3P PEeKTOM

12. Tosbruennsie udpsr CAJl mpu ocMoTpe

13. TBepaplit mynsc

14. | ToH Ha BepXyllIKe HE3HAUUTENBHO OcabiIeH

'YMEpeHHBIN akIEHT 2 TOHA Ha aopTe

P2

OTJIHNYHO

Bce IPU3HAKHN YKa3aHbI BEPHO

P1

XOPOIIO/yJOBIETBOPUTEIHHO

HazBaHo BCpPHO SHYHKTOB - JUI OLICHKH «XOPOIO»,

HasBaHo BepHO 41myHKTa — JUIsl OLIEHKH
«YZOBIIETBOPUTEIBHO»

PO

HCYAOBJICTBOPHUTCIBHO

15. Ha3BaHbl BepHO MeHee 3 MyHKTOB




[IpeanosioxkuTe BapuaHT BO3MOKHOTO Pa3BUTHUS
[PEMOICIMPOBAHUS Ceplla B JAHHOW CUTYyaIlMu

P2

OTJIIMYHO

1. Tuneprpodus Muokapa JI€BOTo KeIyI0uKa

2. KonuenTtpuueckas runepTpodus JEBOTo KeTyI0uKa

MuoreHHas aujiatanus JEBOro KCJIyJ049Ka

P1

XOPOII0/YZOBIETBOPUTEIBHO

HasBaHo BepHO 2 MyHKTa - ISl OLEHKU «XOPOILIO»;

Ha3eaHo BepHO | MyHKT — J11s1 OLIEHKH
«YJOBJIETBOPUTEIILHO»

PO

HCYIOOBJICTBOPHUTCILHO

He Ha3zBaHo HUYEro

8.

YKa)KHTe HA OCHOBE F€HETUYECKOM KapThl 310POBbS T€HBI U
BapUaHTHI IOJUMOPPHU3Ma, CIIOCOOCTBYIONMINE PA3BUTHIO
aApTEpUATLHON TUIIEPTEH3UN

5. T'en Anrmorensunnpepamatommii pepmeHtr ACE
Ins/Del

6. I'en Aurunorensunoren AGT T/C

7. T'en lluroxpom 11B2 (AnbaocTepoH cuHTETa3a)
CYP11B2 C/T

8. T'en NOS3 Cunreraza okcuma azora T/C

P2

OTJIMYHO

Bce myHKThI Ha3BaHbI

P1

XOPOII0/YI0BIIETBOPUTEIHHO

HaszBaHo BepHO 3 MyHKTA - JJI OLIEHKH «XOPOIIIO»;

HaszBaHo BepHO 2 IMyHKTa — JJI OLIEHKH
«YIOBJICTBOPHUTEILHO»

PO

HCYIOBJIICTBOPUTCIIbHO

Hassan BCPHO 1 IIYHKT WJIM HC Ha3BaHO HUYCTO

5

Ha ocHOBe reHeTH4ecKoi KapThl 3I0POBbS YKAKUTE
dbeHoTUNMYECKUE MPU3HAKH, IPOBOLIUPYIOIIHE
dbopMupoBaHNE apTEPUATBHOM TUIIEPTEH3UH

1. U30wnrTOYHAsA Macca Tena
2. Kypenue
3. Jucnunumpemus

30b1TOUHOE TTOTpEOIEHNE COTTN

P2

OTJINYHO

Bce ITYHKTBI HA3BAHbI

P1

XOPOIIO/yJOBIETBOPUTEIBHO

HasBaHo BEPHO 3 IIYHKTA - OJI OLICHKH «XOPOIIO»,

Has3BaHo BepHO 2 MyHKTa — JIJIs1 OLIEHKH
«YJOBJIETBOPUTEILHO»

PO

HCYIOOBJICTBOPHUTCILHO

HazBan BCPHO 1 ITYHKT UJIM HC HA3BAHO HUYCTO

Hroropas omeHka




Pe3yJII)TaTl>I MOJIEKYJISIPHO-TCHETUYECCKOI'0 HCCJICI0OBAHMSA

Onpezle.ne}me IF¢HHBbIX l'[OJ'IHMOp(l)I/IElMOB, ACCOMUPOBAHHBIX C PUCKOM pa3BUTHUA apTepI/IaJIbHOﬁ THMIEPTCH3NN

I'en HaszBanue rena [Momamopduzm DyHKIMSA FeHa Pesynpra | OCOOCHHOCTH TE€HOTHUIIA MTAIIMEHTA
T
ACE AHTHOTEH3UH 287bp Ins>Del AHTHOTEH3UH-TIPEBPAIAIOIIAN Ins /Del | AHruoTEeH3MH-TIPEBPALIAIOIHIA
TIPEBPALATOTITHI (GepMEeHT WrpaeT BaXHYIO pOJb B (GepMEeHT WrpaeT BaXHYIO pOJb B
dbepMeHT PETYJISIIIAA  KPOBSIHOTO  JABJICHUS W PETrYJIAIIHA KPOBSHOTO JaBJICHUS W
JJICKTPOJIMTHOM OajaHce, MpeBpamas AJIEKTPOJINTHOM Oaylance, mpeBparias
anruoteHsuH | B anrmotensun |l - anruoteHsuH | B aHrmoreHsun II -
Ba30IPECCOPHBIA W aJIbJIOCTEPOH- Ba30IPECCOPHBIA M AJIbJIOCTEPOH-
CTUMYJIMP YOI TENTU ctumynupytomuii nentua Ins /Del
ApTtepuanbHas TUNEPTEH3US
CepaeuHo-cocynuctoie  3ab0s1eBaHUS
Nmemuyeckuii WHCYJBT
OR=1.5.1udapkT Muokapa.
ADD1 Aunbha-aaqyKTuH G>T (Gly460Trp) | a-agmyKTuH SIBIIACTCS oenxom | G /G be3 ocobennocreit
UTOCKENIeTa U BOBJICUEH B Mepeaavy
CUTHaJa BHYTpHU KIIETKU u
B3alMO/JICHCTBYET c JIpYTUMH
MeMOpaHHBIMU u CKEJIETHBIMU
OemkaMHd  KOTOpble  OTBEYAIOT  3a
TPAHCIIOPT HMOHOB Yepe3 KIETOUHYIO
MeMOpaHy.
AGT AHTHMOTEH3UHOT€H 704T>C I'en AGT xomupyetr aMuHOKUCTOTHYIO | T/C Aptepuanbnas rtuneptensus OR =L
(Met235Thr) [IOCJIEOBATEIBLHOCTD OEeIKOBOM NmeMnyeckas 00J1e3Hb cepra
MOJIEKYIIbI AQHTMOTEH3WHOTEHA. OR=1.5. Bepicokas  BepOSTHOCTh
S21C>T AHTHOTEH3UHOTEH sesercs | /T PE3UCTEHTHOCTU K  TPAJAUIMOHHOU
(Thrl74M et) MPEIIIECTBECHHUKOM aHTUOTCH3MHA-2 Tepanuu.
- BaXHOTO (hU3HUOIOTUYECKOTO

peryirsitopa apTeprualibHOTO HAaBJICHUSA




M BOJHO-COJIEBOr0 OOMEHA.

AGTR1

I'en peuenTopa tuna 1
AQHTUOTEH3WHA-2

A>C

I'ew AGTRI1 «komupyer oauH u3
YEeTBIPEX  OCHOBHBIX  PELENTOPOB
anruorensuHall, pacnonoxeHHbIX B
SHAOTEINH COCYJIOB U OMOCPETYIOIINX
BCE OCHOBHBIE CEP/IEYHO-COCYANUCTHIE
ahdexTsl anrnoreHsuHa. OcHOBHas
Ouooruyeckas pojib 3TOro reHa, Kak
W JApYyruX KOMIIOHEHTOB PEHHH-
AQHTMOTEH3UH-aJIbJ0CTEPOHOBON

CUCTEMBI 3aKJIIOUaeTCsi B KOHTpOJE U
PEryisiliii KPOBSHOTO JaBJICHUS

A/A

be3 ocobennocren

AGTR2

I'en peuenTopa tuna 2
AQHTUOTECH3WHA-2

1675G>A

I'en peuentop 2-ro THnAa A
aHTMOTEH3HHA II JlaaHabIi
nomMophu3m 3aKITFOYACTCS B
TOYEYHOW 3aMeHE I'yaHWHa Ha aJIeHUH
B mno3uuuu 1675 reHa peuentopa
anruorensuHa Il BToporo  Tuma
(AGT2R). O6o3Havaetcs KaK
G1675A. Ilpu Hanuuuu BapuaHTa A
OTMEYaeTcs MOBBILICHHAS
YyBCTBUTEIBHOCTD AGT2R K
anruorensuny II.  Bapumantr A
COUETaeTCsl C TMOBBIINICEHUEM pHCKa
UIIeMHYECKOil 0ole3Hu cepana u
OCJIO)KHEHUI O€pEeMEHHOCTH.

GI/G

Be3 ocobennocCTEN

CYP11B2

[uroxpom 11b2
(Anmpnocrepon
CHUHTETa3a)

344 C>T

I'en QJIbJIOCTEPOH-CUHTETa3bI
(CYP11B2 ren), xiroueBoil pepMeHTa
OMOCHHTE3a albJOCTEPOHA, KOTOPBIi
NPUHUMAeT Yy4yacTHe B peryssiuu
oOMeHa HaTpusi M 3aJiepKKe BOJBI B

C/T

[ToBpllIEHHE DKCIPECCMM TE€HAa T
yBenuueHue 0a3albHON MPOAYKIMH
aJIbJOCTEPOHA. ConezaBucumas
aprepuaibHasg runeprensus OR=2.21
Puck runeprpoduu JIEBOTO




OpraHu3Me, U KpOMe TOTO, SIBISETCS KEITyI0YKa. Bricokuit pHCK
CTUMYJISITOPOM KIICTOYHOM NOCTUH(APKTHOTO  KapIUOCKIEpOo3a.
runepTpodun u ¢ubpoza B BnusiHue Ha TJIIOKO3HBIM roMeocTas
CepACYHOCOCYIUCTON CHCTEME opranusma — HapylIeHne
TOJIEPAHTHOCTH K TIIFOKO3E.
GNB3 ['yanun 825 C>T l'en G-npoTenHa Oera 3.1 C/IC bes ocobenHocreit

CBSI3BIBAIOILIMIA MuorodgyHknuoHanbHbid ~ 0eok G

MPOTEHH JOKaJN3yeTCsI B KJIETOYHBIX
MeMOpaHax KapAMOMHUOIUTOB,
TJIAJKOMBIIIEYHBIX KJIETKaX COCY/IOB,
¢ubpobractax ¥  BOBJCYEH B
MIPOIIECCHI pEMOIECTPOBAHHS
CEepACYHON MBIIIBI M COCYIUCTOMU
CTCHKH.

NOS3 Cunrerasa okcunma | 786 T>C NOS3 xomupyer cunTeta’y okcuma | T/C ApTepualibHas ~ TUNEPTEH3US  MpH

azora 3 a30Ta  DJHJOTETHAIBHBIX  KJIETOK n30bITKE conu B muie. Juchynkuus
(eNOS), yuacTBymOIIYIO B peaar3aiiu SHAOTEIHA.
Takux (YHKIOHMH, Kak paccriabieHue
[JIAJKONM  MYCKYJNaTypbl  COCYHOB,
perynsuusi pocta COCyloB, mepeaaya
HEPBHBIX  HMIIYJIbCOB,  CHIKEHUE
CIIUMAHUSA TPOMOOIIMTOB, peryasuus

894 G>T G/ G be3 ocobenHocTei

(Glu298Asp)

TOHYCA I'TaAKHUX MBI U.T. .




3akawyeHne mo pedyjJbTaTaM MOJIEKRYJIAPHO-TEHETUIECCKOI0 UCCJICI0BAHUA

B pesynbpraTe codeTraHHBIX 1€()EKTOB I'€HOB PEHUH-aHIMOTEH3UMH-aJIbJIOCTEPOHOBOM CHUCTEMBI
YMEPEHHO TOBBIIICH PUCK Pa3BUTHs cojie3aBHcUMOn Gopmbl Al' apTepHatbHON TUIEPTEH3HH.
[loBplllIeH puCK pa3BUTHA HUIIEMHYECKON Oosie3HM cepaua. AprepuaibHas TMIIEPTEH3Us
SABIISICTCS HE3aBUCHMBIM (DaKTOPOM pHCKa HIIEMHYECKOr Oosie3HHM cepama. B pesymbrarte
nedexkra reHa CHHTETa3bl OKCHAA a30Ta SHAOTEIHAIBHBIX KIETOK BO3MOXKHA JUCQHYHKIUS
SHJIOTENNs, BEAylllas K CHUXKEHHUIO CKOPOCTHM KOPOHAapHOTO KPOBOTOKA, Pa3BUTHIO
aTrepoTpoM003a M HIIeMHYeCKOH Oone3Hu cepaua. I[Ipy naHHOM TeHOTHIIE B IIAaTOrEHE3e
CEpAECYHO-COCYUCTBIX 3a00J€BaHUN Takke 0cCoO0yl0 poib OyAyT WIrpaTh HET€HETUYECKHe
(dakTopbl pHUCKa, B YAaCTHOCTH, M30BITOYHAs Macca Teja, KypeHHe, IUCIUNUIAEMUs U Ap.,
YCUJIMBAsl TEHETUYECKYIO ITPEAPACIIOIOKEHHOCTb.

HpaKTI/I'-IeCKI/Ie PEKOMCHOAINH:

* KonTtpons aprepranbHOro JaBiIeHHUS.

e KOHTpPOJb anbpA0CTEPOHA.

* Kontponps notpediaeHus cou.

* KoHTtpons Maccsl MHOKapJa U OTHOCUTENIBHOM TOMIIUHBI CTEHKHU JIEBOTO KEJTyI0UKa.

*  MOHUTOPUHT KOPOHAPHOTO KPOBOTOKA.

*  Dxokapauorpadus

* Ilpu yBenmnuenun nasiaeHus 10 140/90 Mmm.pt.cT. U BbIIe 0()TaTEMOCKOIUS TJ1a3HOTO JHA

1 pa3 B 6 mec.

B cnyyae BO3HUKHOBEHHS apTepuUaIbHOW THIEPTEH3UU OXKUAaeTcs Xopoumwuit sddekr ot
OJIOKaTOPOB aJbJAOCTEPOHA M HMHTUOUTOPOB albAOCTEpOHCUHTa3bl. llpu BepuduLpOBaHHOM
apTepUalibHOMl TUIMEPTEH3MH U TOBBILICHHONW CEKPEeLUU aibJ0CTEpOHA PEKOMEHAYETCS
no0aBJeHHEe K OCHOBHOW Tepamuu OJIOKaTOpOB allbJOCTEPOHA B COYETAHUU C TUYPETHKAMU
trazuaHoro psga. Ilpu HazHauenuu wuuruOutopoB AIID HeoOxoauMO HCMONB30BaThH OoJiee
BBICOKHE JTO3UPOBKU. * Oxuaaercs Xopomnii 3p¢GekT OT IPUMEHEHUsI CTATUHOB JIJIsl CHIKEHUS
PHUCKa CepJIeUHO-COCYIUCTHIX 3a00IeBaHU.

CBeieHusi 0 BbISIBJIEHHBIX MOJUMOpdu3max
ACE

AHIMOTEH3UH-TIpEBpalIalouil  (pEepMEHT HUrpaeT BaXKHYIO pOJb B PETYIALUU KpPOBSHOTO
JaBJIEHUs] M OJIEKTPOJUTHOM OaylaHce, THApOJIN3ys aHruoreHsuH | B anruorensuH Il
AnrnorensuH Il - 3TO NOTEHUUMaNbHBINA Ba3ONPECCOPHBIA M abJ0CTEPOH-CTUMYJINPYIOIINN
NEeNnTHA, MNONNEPKUBAOIIMN KapAUOBacCKyJSpHBIA TIOMEOCTa3. Y4YacTBYeT B JAerpajaluu
OpanukunuHa. [Tomumopdusm 287bp Ins>De! [lenenus 287 map ocHoBauuii B 16 unrposne - Del
- geneuus (orcyrctBue) Alu-mocnenoBarensHoctd BHYTpu HHTpoHa reHa ACE. I'enotun
Del/Del accomuupyetcst ¢ BBICOKUM ypoBHEM I1a3MeHHOT0 ACE, 4yTO NPUBOIUT K MOBBIIIEHUIO
KOHLEHTpauuu aHruoreHsnHa II. I'eTepo3uroTsl HE3HAYUTEIBHO OTIMYAKOTCS OT TOMO3UTOT
Ins/Ins mo ypoBHIO aHrnoTeH3uHa. [loBbIIIEHHE YpOBHS aHTMOTEH3WHA CUMTAETCS OCHOBHBIM
MaTOreHETHYECKUM MEXaHU3MOM HH(]apKTa MUOKapa.



Kimmanueckue nposBieHus

*  CepaeuHo-COCYTUCThIC 3a00JIEBAHUS
JlonoJIHUTENIBHO

* BricokocosnieBas ueTa BBI3BIBACT 00Jie€ BBIPAKEHHOE IOBBIIICHUE apTEPUATBHOTO
nasneHust y Ins/Ins-romo3urot. [[ins reTepo3uroT xapakTepeH MPOMEKYTOUHBINA 10 CHIIE
OTBET Ha MOBBIIICHUE COJIH B TiuIe. [75].

* [Ilokazana cBs3p Del-amens u murpenn ¢ AHeBpu3Ma aopThl * OPPEKTHBHOCTD
WHTHOMTOPOB aHTHOTEH3UH-TIPEBPAIIAoNIero (pepMeHTa MporopuuOHaIbHA KOJINYECTBY
Del-anneneii B reHOTHIIE TTAIUCHTA

[IpakTHyeckne peKoMeHIaIH

* VYV Hocureneit  Del-a;muienss  npumenenue — /3-0J0KaTopoB U MHTHOUTOPOB
AHTMOTEH3MHIIPEBPAIIAIOIEro (EepMEHTa MOBBIIIAET BBIKMBAEMOCTh IMPU 3aCTONHOU
cepaeuyHor HepocraTtoyHocTH. [Ipym 3TOM TpeOyercs yBenuueHUE 03I MHTHOUTOPOB
AQHTUOTEH3WHITPEBPAIIAIONIero hepMeHTa MpoNopIUoOHaILHO KojndecTBy Del-ameneit B
TeHOTUIIE MalUeHTa.

AGT

AHTMOTEH3MHOTEH -  BAXKHEWIOMM  KOMIIOHEHT  PEHUH-aHTMOTEH3WHOBOM  CUCTEMBI,
MPEAMIECTBEHHUK aHTHOTEH3MHA-2 - OCHOBHOTO 3((eKTopHOro mnenTuja. AHTHOTCH3WH-2
OKa3bIBaeT CHJIBHOE COCYIOCYXKHBAlollee JAeWCTBUE, TMOBBIIIAaeT oobuiee mnepudepuueckoe
COTPOTHUBIIEHUE COCY/IOB, BbI3bIBasi OBICTpPOE MOBBIIICHHE apTepuanibHOro namieHus. bblia
YCTaHOBJIEHA CTPOTasi KOPPEJSILHS MKy KOHIICHTpal[ell aHTHOTEeH3MHOTeHa B IJ1a3Me KPOBH U
JaBJICHUEM. AHTHMOTEH3WHOTEH CEKpPEeTUPYeTCs MEeYEeHbI0 B KpoBsiHoe pycio. [loHmwkeHue
KPOBSIHOTO JIaBJICHUS MPHUBOJUT K CEKpPEeIMM peHWHA IMoukaMH. PeHHMH OTwIeIuIsieT OT
AQHTMOTEH3WHOTeHa JieKanenTu 1 (AaHrMOTeH3UH- 1), U3 KOTOpOoro 3aTeM o0pa3yeTcsi aHrTHOTEH3UH-
2 mocne ymaneHus munentuaa. Yacrora Bcrpedaemoctu C (Thr)-amnens B eBporneickux
nonymsinusax okoio 40%. beuto o6HapykeHo, uro Hanmuyue ogHoro wiu aByx C(Thr) annmeneit
MPUBOJMIO K CYyHIECTBEHHOMY NoBbImeHHIO ypoBHSA AGT B mmasme (Y mnpencraBureneit
€BPOIIEONIHOM packl OTMEUYAIOCh MOBBIIIEHUE KOHIIEHTpaIK Ha 5% y retepo3urot u Ha 11% y
TOMO3HIOT), YTO BEIET K YBEIUYCHUIO COJEpKaHUs aHruoTeHsuHa II, yem MHOrme aBTOpPHI
OOBSACHSIOT ACCOLUALIMIO ATOTO MOJMMOp(dU3Ma ¢ apTepUAIbHOMN TUIIEPTEH3HUEH.

Kinanueckue nposiBieHus

* AprepuanbHas THUIEPTEH3UA. AccolMans TNPOSIBISAETCS CHUIBHEE Yy JKEHIIWH, YeM Yy
MyxuuH. ['omo3urorneie CC-xenmunbl uMeroT OR=1.29. ¥V roM03UroTHsIx nanueHTOB
TUIIEpTOHMS pa3BuBaeTcs Ha 10 sier paHblie.

Hononuutenbubie (akropel pucka > [lomumopdusm CYP11B2: C-344T IlokazaHo, uTO
couetanne 704 T/C (C T wm TT) m CYPI1B2 :C-344T (C T wmm TT) cBsizaHo c
YCTOMYMBOCTBIO K aHTUTUIIEPTOHNYECKOH Tepanun OR=8.9 «

* MHmemunueckas Oose3np cepaua. Cuuraercs, yro nossimienue pucka MbC u uHpapkra
MHOKapa OOYCIIOBJICHO TNOBBIIIEHHEM apTepUabHOTO JaBjieHus. JlONOJHHUTENbHbIC



¢aktopsl pucka > I[lomumopdusm A C E Ins>Del Intron 16 IlIpakrudeckue
pexomenganuu: > KoHTpoab aprepuanbHOro naBiieHHs. > KOHTpoib ypoBHS peHHHA
(anrmorensuna I) [omumopdusm 521 C>T (Thr174Met) HactoTa BCcTpeyaeMOCTH aJlIes
C(Thr) >80%. 'omo3urotsr TT(Met/Met) mouTH HE BCTPEUYAIOTCA.

Knuanueckue mposBiaeHus

* AprepuanbHass runepreHsus. lomo- u  rereposurorel  (CT+TT) OR=1.45
Homnonaurtensubie .pakTopbl pucka > [lomumoppusm A G T 704 T>C (Met235Thr) V
JKEHII[MH, TOMO3UI'OTHBIX 110 235T-aimtento u roMo3uroTHeIX Mo 174T-amnemto OR=1.5

*  Hmemuyeckas 6ose3ns cepana. Cumraercs, uro nosbimienue pucka MbC u undapkra
MHOKapaa OOYCIIOBJICHO TOBBIIICHHEM apTEPHUAIbHOTO NaBJICHUS TeM He MEHee PHUCK
HeOJIaronpusATHOTO UCXo/a y HocuTenen xots O0b1 onHoro ayutens T (174M) =1,69

CYP11B2

ANbIOCTEpOH-CUHTETE3a. AJIBAOCTEPOH MPUHUMAET YYaCTUE B PEryJsUU 0OMEeHa HaTpus U
COCYAUCTOTO 00beMa M, KpOME TOTO, SIBJISETCS CTUMYJISATOPOM KJIETOYHOW rumneprpoduu u
¢ubposza B cepaeuyHo-cocyauctoi cucreme. lloswimennsie ypoBau MPHK ampmocrepon-
CHUHTa3bl B CepJle YeJOBEKa COMPOBOXKIAIOTCS TOBBIIIEHHBIM YPOBHEM MPOAYKIIUU
BHyTpHCepiedHoTo anpaoctepona. [lomumopdusm «344 O T HMccnenoBaHust mokaszaid, 4YTO
nomumopdusm -344 C>T B mpoMOTOpPHOM 00JIACTH TeHAa COTPOBOXKAACTCS TOBBIIICHUEM
0a3aJIbHOM MPOAYKIIUHU AJIbIOCTEPOHA.

Knununueckue nposiBiieHus

* CouezaBucuMasi aptepuanbHas runepreHsua. OR=2.21 nns wHocurteneir amnens T
JlonomuauTenHbie GakTop bl p Mcka > [lokazaHo, 4TO BO3paCT U M30BITOYHBIN BEC BIHUSIOT
Ha CUCTOJIMYECKOE JABJICHUE Y MOKWIbIX Jtojaeu ¢ reHoTurnom TT, Ho He C C

*  CuwmTaercs, 4YTO HAJIMYKUE JAHHOTO MOJUMOp(Hu3Ma UMeeT OOJbIlee BIUSHUS HA PaHHEE
BO3HUKHOBEHHE OCTPOTO MH(papKTa MHUOKapia, YeM Ha IMPOTHO3 TCUCHHUS XPOHHYECCKOU
HBC.

[IpakTHueckre peKOMEHIAINH:

*  KoHTpoJb apTepHanbHOro AaBICHMUS.

* KoHTpoas ypoBHS anbaocTepoHa. S Jluera ¢ orpaHu4eHUEM COJIH.

* B cnyyae BO3HMKHOBEHMsI apTepUaIbHON MMIEPTEH3UN 0XKUIAETCS XOPOIIH 3P heKT
OT O6JIOKaTOPOB alIbJAOCTEPOHA.

NOS3

I'en NOS3 xomupyeT CHUHTETa3y OKCHJA a30Ta SHAOTENUANbHBIX KiIeTok (eNOS). DtoT
(depMeHT yuacTByeT B cCHHTe3e okcunpa azora (NO) sHmoTenweM u, cleloBaTeibHO, B
PETrYISLMHA COCYIUCTOTO TOHYCA, KPOBOTOKA M apTEPUAIBLHOTO JABJICHHUS, T.K. OKCUJ a30Ta
SBIIICTCSI  MOIIHBIM  COCYAOPACUIMPSIOUIMM  areHTOM, MOJIYJIUpPYET OCBOOOXKICHHE
Ba30aKTUBHBIX MEIMATOPOB, MHTUOMPYET aare3uio JEHKOUMTOB (YrHETaeT HSKCHPECCHIO
VCAM-1, ICAM-1, E-cenektuna, cHmwxkaer crtabuipbHocTh MPHK  wmonommtapHOTO



xeMoTakcudeckoro (akropa). Bozmoxno ydactue NOS3 u B marorenese MBC, mOCKOIbKY
NO yraeraer nponudepanuo rJ1agKOMBIIIEUYHBIX KIETOK, a TaKKe 00JIaaeT MPOTEKTOPHBIM
3¢ ($EeKTOM B OTHOIICHUU arperamuyd TPOMOOIIUTOB M MHTHOMPYET aAre3Hr0 JICHKOIMTOB K
sHpoTenuo. OJHUM K3 BO3MOXKHBIX MEXaHHU3MOB BIIMSHHUS TUIEPXOJUCTEPUHEMUHU HaA
aTepoCKIIepo3 sBIAeTCS HapymeHue (yHkunoHupoBanus cuctemMbl NOS. Buonormueckas
aKTUBHOCTH  SHIOTeNHabHOM  NO-cuHTa3el  perymupyercss Ca-KalbMOJYIMHOM, a
JKCIpeccHs B KIIETKax 3HJOTENUs MPOUCXOIUT HENpepblBHO, B oTiinuMe OT NO-CHHTa3bl
makpodaros. IlogaBnenne wnm cHwkeHue akTUBHOCTH NOS3 mpUBOIUT K HEZOCTATKY
OKCHJIa a30Ta U MPOSIBISIETCA TUCPYHKLIMEH IHIOTENNS, BEAYIIEH K pa3BUTHIO aTeporeHe3a u
atepotrpom6o3a [12,13] crtpanuua u Ilomumopdusm; -786 T>C B skcnepumente
YCTaHOBJIEHO, yTO Haiuuue amiens C B nojoxenuu 786 npomortopa rena NOS3 npuBoIuT K
CHIDKEHMIO €ro akTHUBHOCTU Ha 52%, a GopMUpPYIOUIUIICS B pe3yibTaTe 3TOr0 HEIOCTATOK
NOS saBnsieTcss TPUYMHOW CHIDKEHHMSI CHHTE3a U BBICBOOOXKICHHS OKCHIA a3zoTa U
TUCQYHKIMH 3HIOTENUs. Y JIOAEH C MaToJOrM4ecKUM FeHOTUNoM IpomMoTopa reHa NOS3
(CC u TC) oTmeuaroT yBelIMUEHUE TOHYCAa BEHEUHBIX apTepuil, MOBBIIIEHHYIO CKIOHHOCTH K
KOPOHAapOCIa3My U U3BpAIllEHHOM peakllMi BEHEYHbIX apTepuil Ha BBEJCHHE alleTHIIXOJINHA,
YTO MOXKET CIYXUTh OCHOBOM 1yt pazBuTHsi UBC 1 0cTporo KOpoHapHOTo CUHApOMA

Kimmanueckue nposBiieHHst

* AptepuanbHas rumneprensusi: Cam noinuMoppu3M oOKa3bIBaeT ciiaboe BIUSHHE Ha
pa3BUTHE apTEpUaIbHOW TUNEPTEH3UHM, HO CYIIECTBEHHO YBEIMYMBAET PHUCK
3a00seBaHus Mpy U30bITOUHOM NIoTpednennu coiu (OR=6.38)

*  CHuXEHHE CKOPOCTH KOPOHAPHOTO KPOBOTOKA y HocHuTenei C-ayutens

* CraTuHBI BHI3BIBAIOT YBEJIMYEHHE KOHLEHTPALMU a30Ta U CHIKAIOT KOHIEHTPALHUIO
MPOJIYKTOB MEPUKUCHOTO OKUCIEeHHs B KpoBU y Hocutene CC-reHoruna. s stux
MAlUMEHTOB TaKXKe IMOKa3aH 0oJiee BBHIPAKEHHBIH MPOTUBOBOCIATUTENBHBIN 3PQeKT
CTaTUHOB.

[IpakTueckue peKkoMeHaaluu

*  Kontpons nunuanoro mpodums

* Kontpons notpebienus conu

*  MOHUTOPUHT KOPOHAPHOTO KPOBOTOKA

*  Oxupgaercsa xopowuid 3QPeKT 0T MPUMEHEHUS CTATHHOB



Yek-1MCT OLIEHKH NPaAKTUYE€CKUX HABLIKOB

o AMCHUILIMHEe MeTUuIMHCKAas TreHeTHKA.

I[I/IaFHOCTI/IKa CUHAPOMOB IMOJIMI'CHHBIX U TCHCTUYCCKU ACTCPMHUHHUPOBAHHBIX 3a00J1eBaHUI

AyckynbTanus cepaia

Kon

TexcT KoMIeTeHIIUM / Ha3BaHUS TPYAOBOM
|bynxuun / Ha3Banus TpyaoBoro Aeiicreus /
TEKCT 3JIeMEHTAa CUTYALMOHHOI 3a/1a4H

31.05.01

JleueOHOE nemno

I1K-3

[Cnoco6HOCTE M TOTOBHOCTH K COOpY M aHAIIU3Y
hKast00 mannueHTa, JaHHBIX €er0 aHAMHE3a,
[pe3ynbTaToB ocMoTpa, 1abOPATOPHBIX,
MHCTPYMCHTAJIbHBIX, IMATOJIOTOAHATOMUYCCKUX U
MHbBIX I/ICCHG}IOBaHI/Iﬁ B ICJIIX paCliO3HaBaHUsA
COCTOSHUSA NN YCTAHOBJICHUSA q)aKTa HaJIn4us
YT OTCYTCTBHS 3200JI€BaHHS

WJIK

TIK-33

|0npe11ens[eT HeoOXOAUMBIIT 00BEM
JTOITOJIHUTECIIBHBIX METOJJ0B JTUAIrHOCTUKHU, JAa€T
OIICHKY UX pPe3yJIbTaTaM JIJIsl PacIiO3HABAHUS
COCTOSIHHSI, YCTAaHOBJICHUS (PaKTa HATUIHS WA
OTCYTCTBHUsI 3a00JICBaHUS

I1K-4

[Cnoco6HOCTE 1 rOTOBHOCTH K OMpEENeH IO y
MalMeHTa OCHOBHBIX MMAaTOJIOTUYECKUX COCTOSHUH,
|cumniromoB, cuHapPOMOB 3a6051€BaHMIA,
HO30JIOTUYECKUX (DOPM B COOTBETCTBUU C
MeX1yHapOJHOM CTaTUCTUYECKON
kiaccudukaiuen 6osiesHel U mpoodem,
[cBs13aHHBIX CO 310pOBHEM

UJIK

T1IK-44

JTMArHOCTUPYET CUHAPOMBI U YCTAHABJIUBACT
IpeBapUTeNIbHbII TUarHo3 Ha OCHOBAaHUU
pe3ynpTaToB (PU3MKATHLHOTO 00CIEI0BAHUS
pyu HeUH(EKIIMOHHBIX U UH(EKITMOHHBIX
3200JIeBaHMSIX BHYTPEHHUX OPTaHOB

A/02.7

[IpoBeneHre 00CIeI0BaHuUS MAIUCHTA C LIETBIO
YCTAHOBJICHHSI TMAarHO3a

[IpoBeneHHE MOJHOTO (GU3UKATEHOTO
lo6¢cnenoBanms

HampariieHue maiueHToB Ha UHCTPYMEHTAIBHBIC
HCCIIE0BAHMS

DopmMyTupoBKa MPEIBAPUTEIHHOTO JIUArHO3a U
COCTaBJICHHE TIJIaHa Ta0OpaTOPHBIX
WHCTPYMCHTAJIBHBIX UCCIICTOBAHHIA

A

HpOBC,I[CHI/IC IIOJIHOT'O (I)I/I3I/IK3.JIBHOI‘0 06CJ'ICI[0B8.HI/ISI

Ne
Ne

[eiicTBue

[IpoBeneno | He mposeneno/
IPOBECHO HE
HOJIHOCTBIO

[lonmpocuTh mamumenta ocBoOOIUTH TpynHyto | 1 6amn -1 Gann

KIETKY OT OJEXK[bl, IOBEPHYTHCS JHULOM K

nCCIca0BaTcC/Il0, HaxoIsjaCh

B

BEPTUKAIILHOM




ITIOJIOKCHHUH

[TanpniaTopHO ONpPEAEIUTD PACHIOIOKEHHE
BEPXYIIEYHOTO TOJIYKA, UCTIONIb3YS IMOJI0KECHUE
PYKH 110 KOCOM JIMHUH, TONOTpapHIeCKU
COBIIQ/IAIOIIEE C AHATOMHUYECKOM OChIO CepALa.
Jlatb 3aKiroueHue, cooTBeTcTBytolee Hopme (V
M/p cieBa Ha 1 CM KHYTPH OT CpeIMHHO-
KJIFOYMYHOM JIMHUN)

1 Oamn

-1 bamna

[IpoBectu aycKynbTalMIO CEpALIA B IEPBOI TOUKE
ayCKyJbTalllH

1 Oamn

-1 6amn

Onpenenuts 1 1 2 TOHBI cep/lia, OJTHOBPEMEHHO
OCYIIECTBJISS MAJBIIALUI0 COHHOM WM JIy4E€BOU
apTepHH JUIsl CHHXpOHU3auuu | ToHa

2 Oamna

-1 wm 2 Oamta

[IpoBecTn aycKynbTalMIO Cepaa BO BTOPOM
TOYKE ayCKyJbTAllUH, YCTAHOBUB PacTpyo
¢donennockomna Bo |l Mmexpebepbe cripaBa oT
I'pyaArHBI OTMETHUB, YTO BBICITYIIIMBACM
A0pTaJIbHBIN KJIanaH

2 Oamna

-1 wm 2 Oama

[IpoBecTr aycKy/IbTAIMIO CEPAIA B TPETHEH TOUKE
ayCKYJIbTAIINH, YCTAHOBUB PacTpyo
dbonenmockona Bo |l Mexpebdepne cieBa ot
I'pyaArHBI OTMETHB, YTO BBICITYIIVMBACM KJIallaH
JIECTOYHOM apTepuu

2 Oamna

-1 wm 2 oamta

[IpoBecTu cpaBHEHUE CUJTBI 2 TOHA BO BTOPOU U
TpeTbel TOUKaxX ayCKyJNbTalll, AaTh OLIEHKY O
HaJIM4YUU WIA OTCYTCTBHH aKIIEHTa 2 TOHA B
OJIHOM M3 TOYEK ayCKYJbTalluU

2 Oaa

-1 wu 2 6ayuta

[IpoBecTu aycKynbTalMIO CEPALIA B YETBEPTOM
TOUYKE ayCKyJbTaI[Ml, YCTAHOBUB pacTpyO
(dhoHeHI0CKOTa Y MEYEBUIHOTO OTPOCTKA
IPYAUHBI OTMETHUB, YTO BBICITYIIMBAEM MPABBIi
aTPUOBEHTPUKYIISIPHBIN (TPEeXCTBOPUYATHIN)
KJ1anaH

2 Oaa

-1 wiu 2 Gayuta

[IpoBecTH aycKyJbTaIMIO CEp/Ia B MATOW TOUKE
ayCKyJIbTallMH, YCTAHOBUB PacTpyO
¢donennockona y mecra npuxperierus I u 111
pebep K JIeBOMY Kparo IpyAUHBI OTMETUB, YTO
BBICITYIIIMBAE€M JIOTMIOJHUTEIBHBIC 3BYKOBBIC
SIBIICHUSI C KJIallaHa aopThl B TOUKe boTkuHa -
Opba

2 Oauta

-1 wu 2 6ajuta

10.

Jatb o011yr0 XapakTepUCTUKY TOHOB Cep/la,
COOTBETCTBYIOLIYIO HOpME YKa3aB

oO111ee KOJINYECTBO BBICTYIIMBAEMbIX TOHOB (2
TOHA U 2 May3bl)

PUTMHUYHOCTH TOHOB (TOHBI CEpAIa PUTMHYHBIE)
CHJTy TOHOB (TOHBI cep/ilia sICHbIE)

OTCYTCTBHE JIOTIOJIHUTEIbHBIX 3BYKOBBIX SBJICHHM
(1rymoB) (TOHBI cep/lia YUCTHIE)

3 daiua

-1, 2 unu 3 Ganna

11.

JlaTh XapakTepuCTUKY TOHOB MO TOYKAM
ayCKYJIbTALIMU

OTHEeNBHO B 1 M 4 ToOYKax M OTASIBHO BO 2,3 U 5
TOYKAX ayCKYJIbTallMU, COOTBETCTBYIOIIYIO

3 daiua

-1, 2 unu 3 Ganna




HOpME, yKa3aB

OTJIIMYHS TI0 CUJIE, IPOIOJKUTEIBHOCTH, TEMOPY U
CHHXPOHH3AIINH C ITyJIHCOM Ha Mepu(epruIecKux
aprepusx | u 2 ToHa B KaX/101 rpyIIe cXOIHbIX
10 ayCKYJIbTaTUBHOMN KapTUHE TOYEK

HUroro

21 6ann

OO01mas oleHKa:

«3aureHo» He MeHee 75% BBIIIOJIHEHUS
«He 3aureno» 74 u Mmenee% BBIITOJTHEHUS




