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Pabouas mporpamma muciMmuEHbl "HeoTno)HEle COCTOSHHMS B HEOHATOJNOTHH, CBA3AHHBIE C
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npukazoM MuHHCTEpCTBa 00pazoBanus 1 Hayku Poccuiickoii ®enepanun ot «25» aprycra 2014 r.
Ne 1072, Ba ocHopanuu IlpodeccronansHOro cTaHzapTa, YTBEPKAEHHOTO IPHKAa30M
MunucreperBa Tpyna Poccuiickoit @enepanum ot 11.03.2019 Nel42H.
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1.10ean u 3aa494 TUCUUIJIMHBI:

Heab: nmoaroToBka KBaau(UIMPOBAHHOTO Bpauya-TeHETHKa, O0OJaJarollero CUCTEMOM 3HaHUN U
npo(eCCHOHANBHBIX ~ KOMIIETEHIIMH, CIOCOOHOTO W TOTOBOTO I CaMOCTOSITEIbHON
pohecCHOHANBHOM e TEIbHOCTH B 00JIACTH KIMHUYECKON TeHETHUKU

3agauu: GopMHupoBaHHE YHUBEPCAIBHBIX U MPO(ECCHOHATBHBIX KOMIIETEHIIUI B COOTBETCTBUU C
®dI'OC BO mno cnenmanbHOCTH; (opmMupoBaHue 0a30BBIX, (YHAAMEHTAIBHBIX METUITMHCKUX
3Haamid 1o crnenuanbHocTH 31.08.30 «['eHeTHKay.; MOATOTOBKA Bpaya TEHETHKA, O0JIaJaroIIero
KIIMHUYECKUM MBIIIJICHUEM, XOpOIIO OPHEHTUPYIOLIErOCs B CIIOKHOM MaTOJOTHH, HWMEIOLIETro
yrayONeHHBIE 3HAHWS CMEXHBIX JTUCIHUILIAH; (OPMHUPOBAHHUE YMEHHH B OCBOCHHUM HOBEHIIIHMX
TEXHOJOTMII W MeTOAMK B cdepe cBOUX MpodeccHOHANBbHBIX HHTEpPECcOB; (OPMUPOBAHUE
KOMIIETCHIIMI Bpada reHeTHKa B o0iacTsax: 1) ocHOBHBIC J1aOOpaTOpHBIE METOMABI TUATHOCTUKU
HACJIEJICTBEHHBIX 3a00JIeBaHUI; 2) MEIMKO-TEeHETHYECKOE KOHCYJIbTUPOBAaHUE MTPOOAH/IOB U YWICHOB
UX ceMeil; 3) MOHUTOPUHT BPOXKICHHBIX aHOMAIMU Pa3BUTHUS; 4) MPUHIIMIB MPEKOHIICTIIIMOHHON
PO UITAKTHKH;

2. Mecto aucunminnsl B ctpykrype OITIOIT:

Jucnunianna "HeoTmoXHbIE COCTOSHHS B HEOHATOJIOTHHU, CBS3aHHBIC C HACICICTBCHHBIMHU
HapylIeHUAMH OOMEHa BELIECTB (aJanTalliOHHAsi)" OTHOCUTCS K BapuaTuBHOM vactu bioka 1
«ductunnunel (Moaynu)» 1o BeIOOpY" ydue6Horo miuaHa no cnenuanbHoctd 31.08.30  «[eneTnka»

JLst u3y4deHusi JaHHOI JUCHUILIUHBI HEOOXO0IUMBI CJleyIolIie 3HAHNS, YMEHUS] U HABBIKH:

3HaHus:

— OCHOBBI 3aKOHO/ATEJIbCTBA O 3/[PABOOXPAHEHUU U OCHOBHBIC TUPEKTUBHBIC JJOKYMEHTHI,
OTIPENIETSAIONINE JeATETbHOCTh OPTaHOB M YUPEKICHUN 3IpaBOOXPAHCHNUS,

— OCHOBHBIE BOIIPOCHI MaTOPU3NOIOTUN, OMOXUMHUU, UMMYHOJIOTHH, OHKOJIOTUU U JIPYTHX
o0LIeMeIMIUHCKUX TIPo0JIeM;

— aHaToMO-(pU3nOIOTHYECKUE OCOOCHHOCTH B3POCIIOTO MAIMEHTA;

— TIPUHIHUIBI TUCTIAHCepU3alUU OOJTBHBIX M YWICHOB UX CEMEH B IpyIaxX MOBBIIIEHHOTO PUCKa

— TEXHOJIOTHiA, CPEJICTB, CIIOCOOOB U METOI0B MEAUIIMHCKOW OMOXMMUM, HAIIPABIEHHBIX Ha
MIPOBEICHUE BBICOKOTEXHOJIOTMYECKOM METUIIMHCKON TUAarHOCTUKU B KIIMHUYECKOU
MpaKTHUKE Bpaua TeHETHKA

— TIOKa3aHU# K MPOBEJCHUIO JIA0OPATOPHBIX 00CIETOBAHMI B LIEJISX PACTIO3HABAHUS
COCTOSTHUS WJIM YCTAHOBJICHUS (DaKkTa HaTU4US UM OTCYTCTBUS 3a00JI€BaHUS

YMmenus:

— HAMETHTH IJIaH KIMHUKO-UHCTPYMEHTAJIBHOTO U J1a00paTOPHOTO 0OCIEIOBAHHUS

— ONpPEeNeNuTh MOKa3aHUs K HAMPABIECHUIO HA KOHCYJIBTAIMIO K BpayaM JIPYyTUx
CHCIMAIIFHOCTEH;

— YCTaHOBHTbH MpEABAPUTEIbHBINA AUATHO3 U MPOBECTU AU PEepeHIINATHHYIO0 TUATHOCTHKY,

— ycTaHOBJICHHUA (DaKTa HATHUMUS WIH OTCYTCTBHS 3a00JIeBaHUS

— TPUMEHATH CUCTEeMHBIN aHAlIN3 B U3YYCHUH OMOJIOTUIECKUX CUCTEM

— HAMETHTH IJIaH UHCTPYMEHTAIBHOTO U TJA00OPaTOPHOTO JOOOCIE0BAHNUS:

Haprbiku:

—  OIEHUTH 3aKJIIOYEHUS Bpadyei-CIeIIMAIMCTOB 110 UCCIIEIOBAHNIO () YHKIIMOHATBHBIX
MOKa3aTeJIe OPTaHOB JIbIXaHUSI, CEPACUHO-COCYTUCTON CUCTEMBI, KETYTOUHO-KHUIIIEYHOTO
TpaKkTa, MEYeHH, MOYEK U JPYTUX BHYTPEHHUX OPTaHOB;

— TI0JH30BaHUSI KOMIIBIOTEPHBIMU JUATHOCTUYECKUMH MMPOTPAMMAaMH U PECYPCAMHU
WHTEPHETA,;



—  OCYILIECTBUTHb KOMIUIEKC MEPOIIPUATHN, HAIIPABICHHBIX HA COXPAHEHUE U YKPEIUICHUE
3I0POBBS ACTEH M BKIIOUYAIONIUX B ce0s1 OpMHUPOBAHUE 3I0POBOTO 00pa3a KU3HH,
npeaynpex1eHue BOZHUKHOBEHUS U (W) pacipoCTpaHeHHs 3a00JIeBaHUA, X PAHHIOIO
JIMAarHOCTHUKY, BBISIBIICHHE IPUYHMH U YCIOBUI X BOZHUKHOBEHHUS U Pa3BUTHSI, a TAK)KE HA
yCTpaHEHUE BPEIHOTO BIUSHUS Ha 3J0POBbE (PaKTOPOB Cpeibl OOMTaHUS

—  OICHHTH PE3YJIbTaThl JAOOPATOPHBIX UCCIICIOBAHUI B LIENISIX PACTIO3HABAHUS COCTOSHHS

3. TPEGOBaHI/Iﬂ K pe3yJbTarTaM 0CBOCHUA NTUCHUIIJINHDbI:

W3yueHne DaHHOW MUCHMIUIMHBI HANpPaBICHO HAa (OPMHUPOBAHUE Yy OOYYAIOLIMXCS CIEAYIOIINX

yauBepcanbHbIX (YK) n npodeccrnonansubix (I1K) komneTeHuii:

Ne Kon Conepxanue B pe3ynbTare n3ydeHus: AUCHUIUIMHBI 00YYarOIIUECs TOJIKHBI:
KOMIIETE | KOMIICTCHIUH 3HaTh Ymetp HmeThb HaBBIK OneHnouHble
1/1 HIgH cpeacTBa
i}
1 2 3 4 5 6 7
1.| VYK-1 |ToroBHocTh kK | MonekymsipHbl | AHAITH3UPOBATH NuTepnperanim | CobecenoBanmue,
aOCTpaKTHOMY | € MEXaHM3Mbl | BKJIAJ Pa3jIMuHBIX | U TECTUPOBaHHE
MBILICHHIO, pa3BUTHSA MyTauuii B 1a60paToOpHO-
aHaIN3Y, HACJIEJICTBCHH | STHOJIOTHIO U TeHETUYECKHUX
CHHTE3Y BIX MaToOTeHe3 3aKITIOYCHUH
3a00J/IeBaHUl, | T€HETHYECKHX
MIPOSIBIISIONINX | OOJIe3HEN.
Cs1 OCTPBIMU OueHuTh
METa0OJMUECK | Pe3yNIbTaThI
MMH KpHU3aMH | JJAOOpPaTOpHO-
TeHETHYECKHUX
HCCIICIOBAHM.
2. | IIK-5 | Totorocts k | KimHudeckue | Nuarnoctuposars | IlocTaHoBKH Cobecenosanue,
OIIPECICHHUIO | MPOSIBICHUS, HACJICJCTBEHHbIC | IMArHO3a CHUTYaIlHOHHBIE
y TalluCHTOB AJITOPUTMBI 3a0oneBaHusA HaclIeACTBeHH | 33Aa1M,
TMATONIOTHYECK | TaBOPaTOPHOH | pomerxyTOUHOrO | BIX TECTUPOBAHMUE,
MX COCTOSIHUI, | IMATHOCTHKY, | oGmeHa, 32607ICBAHMIA pedepat
CHMIITOMOB, HPUHIHATIBT IIPOTEKAIOLINX C IIPOMEKYTOY-
CHHJIpPOMOB AWArHOCTHKY, | \eTaGOIMYECKUM | HOrO 0OMeHa,
3a00JIeBaHUi, | aITOPUTMBI ¥ KPU3aMH 1 IPOTEKAIOIIHX
HO30JIOTMYECK | JICYCHUS . OCYILECTBIIATH c
ux hopm B HACJICACTBEHH | neyenne MeTabouyec-
COOTBETCTBHU | BIX KIMH KpH3aMy,
c 3aboJeBaHuil OLICHKH
MexyHapoH | IPOMEXYTOUH DPE3YIILTATOB
off 0ro obmeHa, 71a00paTOPHBIX
CTaTHCTHYECKO | MPOTEKAIOIINX -
i ¢ MOJIEKYISPHO-
Kiaccuukany | MeTaboIyecK reHETHYCCKUX
eli 0oJIe3Hel M | MMM KpU3aMu 06CIIeI0BAHMIL.
npo0iem,
CBSI3aHHBIX CO
3JI0POBBEM
3. [IK-7 | I'otoBHOCTh K | [IprHIIMTIEI IIposecTn Pacyera pucka | CuTyanmoHHBIE
OKa3aHUIO MEIHKO- MEIHKO- TEHEeTHYECKUX | 3a7ayH,
MeJIUKO- TEHETUYECKOI0 | FEHETUYECKOe 3a00/I€BaHUM. | TeCTUpOBaHHE
TeHETUYECKOW | KOHCYJILTHPOB | KOHCYIbTHpOBaHHW | HaBbik




IIOMOIIIH

aHus ceMbel, | e mpobaHma u aHanM3a

C NMAIMEHTaMH, | WICHOB €To pe3yIbTaTOB
CTPaJaIOUIMMH | CEMBH. aHanM3a
HacienctBeHH | OIECHUTH MeTabOoJUTOB U
BIMH pe3yIbTaTHI JTAHHBIX
3a00J1eBaHUAM | JJaOOPATOPHBIX MOJIEKYJISIPHO-
uc TCHETUYECKHX TeHETUYECKOTO
MeTabonnuecK | oOcienoBaHui TECTHPOBAHUS
UMM KpHU3aMHU

4. Pa3zgennl AMCHUNIMHBI K KOMIICTEHIIUU, KOTOPbIEC q)ole/IpleTCH IpU UX U3YyYCHUU:

Ne Kon HaumenoBanme pa3jaesna
/1 | KOMIETeHIHN M CITAILINHbI Conepianne pasnena
HeoTnosxHble COCTOSIHHS B HacnencTBeHHOCTD M IIATOJIOT M,
HEOHATOJIOI'MH, CBSI3aHHBIE C CEMHOTHKA U KIIACCUPUKAIUS
VK-1 HacCJeACTBEHHBIMU HACJICJICTBEHHBIX 0O0JIC3HEH, IPUHIIHUITHI
1. I1IK-5 HapylIeHUSIMH OOMEHa BEIIECTB | TUArHOCTUKHU HACJIEICTBEHHBIX
[1K-7 OoJIe3HEH, JIeUCHUE U peaOuIUTaIUs
OOJILHBIX C HACIEACTBEHHOM
ITaTOJIOTHEH.
5.00beM AUCHUIIMHBI U BHABI Y4e0HOIl padoThI.
. CemecTpbl
Bun yuebHoit paboThl TpynoeMKocTh >
KonTakTHas padora odyuyarommxcs ¢ 44 44
npenojaBarejieM
AynuTopHas pabdora: 42 42
Jlexmmm (JI) 4 4
[Tpaktuueckue 3anstus (I13) 38 38
Cemunapsl (C) 0 0
CamocrositesbHas padora (CP) 64 64
[IpomexyTouHAsl ATTECTAUMSA: 3a4E€T, B TOM UHCIIE 2 2
cllada v TPYIIOBBIC KOHCYIbTAIINH
OO01mas TPyI0eMKOCTb: aKaJEMUYECKHX 4acOB 108 108
3a4ETHBIX €IUHUILI 3 3
6. Conep:kanne IQMCUMILITHHBI
6.1. Pazaenbl AMCHUILIMHBI U BUABI 3aHATHH
Ne HaumeHnoBaHue pa3aesa IMCHUILTHHBI JI 113 CP Bcero
JacoB
HeoToXHbBIE COCTOSTHUS B HEOHATOJIOTHH, 4 38 64 106
CBSI3aHHBIC C HACJICACTBEHHBIMU
HapyHIeHUsIMH 0OMEHa BEIECTB
3auer 2
Htoro 4 38 64 108

6.2. TemaTH4uecKkui IJIAH JIEKINHA




Ne TeMa u ee KpaTKoe coep:KaHue Yacel | Harasigable mocoous
TeMbl

1 TeopeTnyeckre OCHOBBI pa3BUTHUSA 2 MynbsTUMeauitHas
HACJIEICTBEHHBIX 3a00JIeBaHNN OOMEHa BEIECTB, Pe3CHTaIHS
MPOTEKAIOIINX C METAOOTMUECKUMU KPU3AMHU.

MornexyssipHble 1 METaO0INYECKHE OCHOBBI
001e3Hel MPOMEKYTOYHOI0 MeTabonu3ma.
MorexysipHO-TeHeTHYEeCKHE OCHOBHI BBIOOPA
JIEKapCTBEHHOM Tepamnuu.

2 JlaGopaTopHbie uccienoBanus (001IMe 2 MynbTumenuitHas
OHOXUMHYECKHE, MEeTab0INYECKUEe U Mpe3eHTalUs
MOJICKYJISIPHO-TeHETUYECKHE ) B IUArHOCTHKE,

BBIOOpE JICUEHHUS U KOHTPOJIE TeUEHUs
3a00JIeBaHNU.
Wtoro 4
6.3. TeMaTnyecKkHii IJIAH MPAKTHYECKUX 3aAHATHH
e ®opMbI padOTHI

Tel\';bl Tema u ee kKpaTKoe coaepkaHue Yacel o0yuyawuuxcst Ha

3aHATHH

1 Knaccugukarus HacieqCTBEeHHBIX 3a00sieBaHil oOMeHa | 6 Oo6cyxnenune
BeniecTB. HaciencrBennsie 3a0051eBaHus, TPOTEKAOIINE npe3eHTaluii, padbora
¢ METa0OJINYECKUMH KPU3AMH. B IpyIime, pa3oop
MeTtabonuueckrue OCHOBBI HACIEICTBEHHBIX KITMHUYECKHUX
3a00JIeBaHUN TPOMEKYTOUHOTO OOMEHA. ClIy4aeB, pelieHue
MonekynsapHO-TeHETUUECKHE OCHOBBI (DepMEHTOIATHH. CUTYaIlMOHHBIX 3324
Oco0eHHOCTH MYTallMOHHOTO [TOPAYKEHUS T€HOB,

KIIMHUYECKasi 3HAUUMOCTb ISl TUarHOCTHKH,
IPOTHO3UPOBAHMS TEUEHHsI, BHIOOpa METOA JICUCHHS.

2 MonexynsipHbie 1 METAOOTUYECKHIE OCHOBBI 6 OO6cyxnenue
runepaMMoHreMuu. HacnenctBeHHble 3a0051eBaHUS Ipe3eHTaluii, pabora
HapylIeHU! UKIa MOYeBUHBIL. JnuddepenmanbHbIil B Ipymne, pa3doop
nuarHo3. JlaGoparopHast nuarHoctuka. Jleuenue. KJIMHUYECKUX
[Tpodunakruka. CIIy4aeB, PEIICHUE

CUTYaIIMOHHBIX 337124

3 Oprannueckue anuaypund. MoJeKkyssipHbIe U 6 OO6cyxnenue
MeTaboaruecKkue ocHOBBI . KimmHn4yeckre 0coOeHHOCTH. Ipe3eHTaluii, pabora
JlaGopaTtopHas ntuarnoctuka. Poibs meTaboamaeckux B IpyIIme, pa3oop
TECTOB B IMATrHOCTUKE U KOHTPOJIE JIEUECHUS KJIMHUYECKUX
3a0osieBaHui. MosnekynsspHO-TeHeTUYecKas CIIy4aeB, PEIICHHE
nuarHoctuka. Heornoxxnas Tepanus. BeiGop nedenus B CUTYallMOHHBIX 33]a4
MEXNPUCTYNHBIN nepuo. [Ipopunakruka.

4 ["anakrozemus. MonekymspHble U MeTaboInYecKe 6 OO6cyxnenue

OCHOBBI TAJIAKTO3eMHUH. HeoHaTanbHBIN CKPUHUHT .
Knuanueckue nposiBienus. JJuddepennpanbabiit
nuarnos3. Heotnoxnas nomoms. Ilpodunaktuka

npe3eHTaluii, padbora
B TpyI1e, pa3doop
KIIMHUYECKHUX
CJIy4aes, peleHue
CUTYallMOHHBIX 33134




5 Octpsie noppupuu. Metabonudeckue U MOJIEKyJIsipHbie | 4 Ob6cyxnenue
OCHOBBI pa3BHUTHS MaTooruu. KimHudeckue mpe3eHTanuii, pabora
nposieneHus. Juddepennuanbuplii 1uartos. B Ipyme, pazoop
Heotnoxxnas nomonis. [Ipodunakrruka KITMHUYIECKHIX

CIIy4aeB, pelieHne
CUTYaIlMOHHBIX 3a/1a4

6 AJIpeHOTeHUTANIbHBIN CUHAPOM. MeTaboaudyeckue u 4 OO6cyxnenue
MOJICKYJISIPHBIC OCHOBBI Pa3BUTHS TATOJIOTHH. npe3eHTanuii, pabora
Knununueckue nposisienus. JuddepenumanbHbiit B Ipyme, pa3doop
muarao3. Heotnoxnast momomts. JledeHue. KITMHUYIECKHIX
HeonaranbHblii CKpUHUHT. CIIy4aeB, pelieHue

CUTYaIMOHHBIX 3a/1a4

7 HacnenctBennsie 3a0oneBanus, MNpOTEKAIOLIHE C 6 Ob6cyxnenue
MeTabommueckuM aruao3oM. Kimaccudukanms. npe3eHTanuii, pabora
Knunuueckue nposisienus. Juddepenumanbabiit B rpyme, pa3doop
muaraos3. Heornoxuas momomk. [Ipodunaktuka KITMHUYIECKHIX

CIIy4aeB, pelieHre
CUTYaIMOHHBIX 3a/1a4
Hroro 38

6.4.TeMaTH4yecKUii MJIaH CEMUHAPOB He NMPeIyCMOTPEH

7. Opranu3anus TeKyuero KOHTpoJsi yCreBaeMoCTH M MPOMeKYTOUYHOI aTTecTaluu

00y4YAKOIIUXCH :
OueHoyHbIe CpeCTBA
Ne HaunmenoBa Kou-Bo
Ne Koa-Bo | Koua-Bo KoJ-Bo
®opMbl | HUE pa3jeiia pedepar
ceme KOHTPOJI | TECTOBBI | CHTYaIHO
n KOHTPOJISL | JMCHUTINH Buael OB
/| cTpa o bHBIX X HHBIX
- BOIIPOCOB | 3aJaHUii 3aga4
1.3 Texymmii | Hacnencrsen | CobecenoBanue, 20 50 10 10
KOHTpPOJb | HBIE pelieHue
3a00JIeBaHUS | CUTYallMOHHBIX
oOMmeHa 3a1ad,
BEIIECTB  C | TECTHPOBAHHE,
OCTPBIMHU pedepat
HPOSIBICHUS
MHU.
HeotioxHsle
COCTOSIHUSI
2.13 IIpomexy CobecenoBanue 20 50
TOYHBIN TECTUPOBAHUE
KOHTPOJIb.
3auer
7.1. Ilpumepbl OLIEHOYHBIX CPEICTB:
IIprMepbl KOHTPOJILHBIX BONPOCOB
1. Hapymenwns nukina moueBuHbl. Jluarnoctuka, AuddepeHnnaibHblid JUarHos.

HpI/IHI_[I/IHI)I TCparnu. MGJII/IKO-FeHeTI/I‘-IeCKOG KOHCYJIBTUPOBAHUE, COBPCMCHHBIC BO3MOXKHOCTHU

npopUIAKTUKY.




2. Oprannyeckue anuaypud. MetaOonuuecknue HapyuieHus. 3a00JIeBaHus, IPOTEKAONIUE C
MOBBIIIEHUEM YPOBHsI aMMOHUs. COBpEMEHHBIE BO3MOXKHOCTH JIEYEHUS U TPOPUITAKTUKH.

3. Knuanueckue nposiBeHnss MeTa0OJMYECKUX KPU30B Y HOBOPOXKICHHBIX. JlmarnHoctuka u
nedenne HbO npomexxyrodHoro oomMeHa.

IIpuMepsbI TeCTOBBIX 3aaHUI

1. MeTtaboaruecKuii ajaKano3 pa3BUBACTCS MPH CIEAYIONINX 3a00JICBAHUSAX, TPOTCKAOIIUX C
MeTa00JIMYECKUMU KPU3aMHU:
a) HapyIIEHUS ITUKIa MOYCBUHBI

0) OpraHWYECKHUE allUypUH
B) nepunuT GepMEHTOB MHUPYBATIACTHAPOTCHA3HOTO KOMIUIEKCa
I) HapyleHUs yPUHOBOTO 0OOMEeHa
1) HapymeHus ooMeHa (OITMEBO KUCIOTHI
2. [Tpu nogo3peHnn Ha MeTabOIMIECKHIA KPU3, CBSI3AHHBIM C OPraHMYECKUMH alliTypHUSIMH

nedeOHasi TaKTHKa 0053aTeIbHO BKIIFOYALT:
a) OrpaHWYCHHC BBeICHUs Oenka B TeueHue 24-48 gacos

0) orpaHuyeHHE BBEIEHUS Oelika B TEUEHHE TPEX CYTOK

B) OIpaHWYEHHE BBEJICHUS IIIOKO3bI U )KUPHBIX KUCIIOT B TeueHue 24-48 yacos
I) OrpaHMYEHUE BBEACHUS INIFOKO3bI U KHUPHBIX KUCIOT B TEUEHUE TPEX CYTOK
1) OrpaHMYEHHE BBEICHUS IIOKO3bI U )KUPHBIX KUCIIOT B TEUECHHE TPEX CYTOK

3. 3. Ilpu kakux 3a00JI€BaHUSAX HE PA3BUBACTCS BTOPUYHAS TUIIEPAMMOHUEMHUS:
a) OpraHUYecKue aluaypuu

0) nmedexTsl OeTa-OKUCICHUS KUPHBIX KACIOT

B) IMEPOKCUCOMHBIE 3a00JIeBaHUA

r) nedunuT OMOTHH3aBHCUMBIX KapOOKCHIIa3

n) HacrnencTBeHHBIX HApYIIEHUSX YTIEBOJHOTO OOMEHa

e)

IIpumepsl cUTYallMOHHBIX 32124
O3HAKOMBTECH C CUTYALIMEN U JAMTE PA3BBEPHYTHIE OTBETHI HA BOITPOCHI.

[TpoGanm: X

Manpuuk, Bo3pact 3 roga Iloctynun B peanuMmanuio 06JacTHOM JETCKOM OOJNIBHUIIBI C TUATHO30M:
: Metabonnyeckuil kpu3. /{uarnos conmyrcrBytomuii: MHGUIMPOBaHHOCTh BUPYCOM reprieca TUIla
VI.

An.vitae: Ot I 6paka, IV ponos B 40 Hen, mmnHa 53cMm, macca 4400r, mo Anrap 8/86, 3akpuyain
cpasy, K Ipyid IPWIOKEH B | CYT KU3HH.

An.morbi: ¢ 1 Mec ’KH3HU - CHHIPOM PBOT U CPbITUBAHUMN, YIyUIIIEHHUE [TOC]I€ BBEEHUS (PPYKTOBBIX
Y OBOILHBIX MMIOPE U Kall, YXYAIIEHNE — IUKINYECKUE PBOTHI C MOBBIIIEHUEM TPaHCAMHUHA3 10 262
en/n B 8-9 Mec Npu MONbITKE BBEACHUS TBOpora, Msica, priobl. HeognokpatHo (10 pa3!) B Bo3zpacte
70 1r 6 Mec TOCHUTATU3UPOBAICSA B CTallMOHAphl. BpeMeHHOe yiydlleHne 0TMe4ajaoch Ha (oHe
npuema aHtupeduokcHo cMmecu. Ho B a3ToT mepuoa ¢ 5 mecsneB no 7,5 mMec. KH3HU  OBLI
CBeTNBIA TpomexyTok. B 8 mec penwmaus, BwisgBIeHO YyBenuuenue AJIT (2205en/m), ACT
(1467en/n.). Ilonmydyan  uHQY3MOHHYIO  (AE3MHTOKCHKAI[MOHHYIO)  Tepanuio.  BrisiBieHa
renaromeranus. KoOHCYIbTUpOBaH HEOJHOKPATHO TENAaTOJIOrOM, MCKIIOYEH ayTOMMMYHHbIN
renatut. M3-3a 5KCMKO3a M TOKCHKO3a IOJyYall TJIFOKO30-COJIEBble MHQY3UU C YIyUIICHHEM.
OTtMmeyanoch JIETKOe BOSHUKHOBEHHE 3KXMMO30B, 110 KoaryinorpaMmme — koarynonatus, (IITHU 17%,
AIITB 54”7, MHO 4,16). Ilo nanasiM TMC- cHM)KeHUE LUTPYJIMHA, MOBBIIEHUE aclaparvHa,
acraparviHOBOM KHCIIOTHI, INIyTaMHHA, CEPUHA, IJIMIWMHA, ajJlaHuHA, OPHUTHHA, Ju3KHa, B-ABA. B



MOY€ BBISBICHO HE3HAUUTENIHbHOE MOBBIIICHUE W30BAJICPWITIUIMHA, CYKIIMHOBOM, MHJIOIALIETATA,
CHI)KEHHME S5-OKCUNpOiMHA. He BBISBICHO TaXKeNoro JIaKTaT-alli03a, HO BBISBJICH alKallo3,
BBISIBJIICHO He3HaunTenbHoe noBbimieHue [IBK163 (Hopma 29-113) MkMOIIB/.

BOIIPOCHI.

[Tpenmonoxxure HanboIee BEPOSTHBIN TUATHO3.

OO6ocHyliTe MocTaBiIeHHBIM Bamu auaruos.

CocraBbTe 1 000CHYITE TUTaH JOMOJHUTEIHPHOTO 00CIeIOBAaHUS TTAIICHTA.

. KakoBa TakTuka nanbpHei1ero BeieHus nalrueHTa.

OO6ocHyiite cBOI BBIOOD.

YkaxxuTe MeTobl BepU(PHUKAIUU IUAarHO3a U BO3MOKHBIE IMTOAXO0bI K TEeparuu

8. CamocTonTeIbHAS padoTa

Bt paborsi acwr KoHTpob BRITIOTHEHUS
paboThI
[ToaroroBka K 3aHATUSIM 44 CobecenoBanue, pelieHue
CUTYaIIHOHHBIX 3ajad,
TECTUPOBaHue, pedepar
IloaroroBka k 3aueTy 10 3auer
[TogroroBka u HammcaHue pedeparoB Ha 3aJlaHHBIC 25 WHauBUyaIbHBIA  KOHTPOJIb
TEMBI, TTOI00P ¥ U3yYEHHUE JIUTEPATYPHBIX UCTOYHUKOB CaMOCTOSITEIILHOM ~ paboTHI,
BBICTYILICHHS Ha
MIPAKTUICCKHX 3aHATUIX
64

8.1. IlpumepHasi TeMaTHKa pedepaToB:

1. I'unepaMMOHMEMUS U HApYLLIEHHE aMUHOKHUCIIOT C Pa3BETBICHHOM LIETbIO
3. MuroxoHapuanbHbIe 3a001€BaHUs C META0OIMYECKUMHU KPH3aMHU
4. BropuyHasi TMIIEpaMMOHHEMHS IPH HACIEACTBEHHBIX 3200J€BaHUAX OOMEeHa

9. Y4eOHO-MeTOAMYECKOE M HH(POPMALMOHHOE o0ecTedeHne JUCIUNIMHBI:

a). Ocnoenas numepamypa:

1. Meauuuuckas reHetuka : yaeOHuk / pea. H. I1. boukos. - M. : TDOTAP-ME/]], 2008. - 224 c. -
ISBN 978-5-9704-0650-2.

2. Heroccbaym, P. JI. Meaunuackas renetuka : Ilep. ¢ anri. / P. JI. Heroccbaym, P. P. Mak-UnHnec,
X. ®@. Bunnapg ; pea. H. I1. Boukos. - M. : TDOTAP-ME]], 2010. - 624 c. : un. - ISBN 978-5-
9704-1575-7.

3. HacnenctBennsie 60m1e3uu [DnektponHblil pecypc] / moa pen. E.K. I'marepa, B.I1. [1y3sipesa -
M. : TD0TAP-Menua, 2017. - http://www.rosmedlib.ru/book/ISBN9785970439692.html

4. HacnencrBeHHble 0oNe3HU [ DIEKTPOHHBIN pecypc] : HalroHanbHOe pykoBoacTBo / [Tox pexn.
H.II. boukoga, E.K. I'natepa, B.II. [1y3sipeBa - M. : ['DOTAP-Menua, 2012. - (Cepus
"HauuoHanbsHbIe pykoBojctsa'). - http://www.rosmedlib.ru/book/ISBN9785970422311.html

0) /lononnumenvnan tumepamypa:

1. llIaBnoBckuii, M.M. MonekymnspHbie OCHOBBI T€HETUKH : yueOHoe mocodue / M.M. IllaBnoBckuit
; Kad. menunmackoit renetuku. - CII6. : U3a-so C3I'MY um. .M. Meunukosa, 2016. - 52 c. : ui.,
Tabn. - bubmumorp.: c. 45.

DrextponHsIii pecype: CJIO MOODLE!?
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http://www.rosmedlib.ru/book/ISBN9785970439692.html

https://moodle.szgmu.ru/pluginfile.php/100729/mod_resource/content/3/MoneKysipHble OCHOBBI

reHetuku.pdf
2. Xapuenko, T.B. OcHOBBI METUIIMHCKOM TeHETHKH : yueOHoe mocooue / T.B. Xapuenko, A.1O.

[Terpynunues ; Kad. MequIMHCKO#M reHeTuku. - 3-€ u3., aom. - CII0. : U3n-so C3IMY um.
N.M.MeunukoBa, 2016. - bubnuorp.: c. 69.Yacts 1. Llutonornyeckre 0CHOBBI HACIECTBEHHOCTH. -
70 c. : nn.

OcHoBbl MeuIIMHCKON TeHeTuku. Yacts I. [luTonornueckrie 0OCHOBBI HACIEACTBEHHOCTH: y4eOHOe
noco6ue / T. B. Xapuenko, A. 0. [lerpyanueB. — 3-¢ u3., gon. — CII6.: U3a-Bo C3TMY um. U.
N. Meunukosa, 2016. — 72 ¢. Dnekrponnsiii pecypc: C1O MOODLE1

3. 'eHeTn4eckuii MacopT-0CHOBA UHAWBUYAIBHOW U MPEAUKTUBHOM MEIULIUHBI | PYKOBOJCTBO /
pen. B.C. bapanos. - Cu6 : Hayunas nureparypa, 2009. - 527 c. : ui. - bubnuorp.: ¢.480-527(821
Ha3B.). - ISBN 978-5-94869-084-1.

4. IMMyHOTE€HOMHKA ¥ TEHOJJUATHOCTHKA YeioBeka [ DnekTponnbiit pecypc| / P.M. Xawuros, JLIL
Aunexkcees, /[.10. Tpodumos - M. : I'DOTAP-Meaua, 2017. -
http://www.rosmedlib.ru/book/ISBN9785970441398.html

5. MenunuHckas 1abopaTtopHas JUarHOCTHKA: MPOTPaMMbl U allTOPUTMBI [ DNEKTPOHHBIN pecypce] /
nox pea. AWM. Kapnumenko - M. : T90TAP-Menua, 2014. -
http://www.rosmedlib.ru/book/ISBN9785970429587.html

6. Online Mendelian Inheritance in Man  https://omim.org

8) npozpammmuoe obecneueHue:

. JoxyMeHTbI, MOATBEPAKAAIOLINE
Neo | HammeHoBaHHE NpOrpaMMHOTO Cpok neicTBus

MIPaBO UCHOIb30BAHMS
/o MPOAYKTa JUIEH3UU
MIPOrPaMMHBIX NPOTYKTOB

JIMICH3UOHHOE MTPOTrPaMMHOE 0OecTiedeHue

1. Dr. Web lron KonTpakt Ne 265-2023-3K
2. MS Windows 8 Heorpanuuenno I'ocymapCTBEHHBIH KOHTPAKT
MS Windows 8.1 Ne 30/2013-0;
MS Windows 10 locyaapcTBeHHBIN KOHTPAKT
MS Windows Server 2012 Ne 399/2013-0A;
Datacenter - 2 Proc locyaapcTBeHHBIN KOHTPAKT
MS Windows Server 2012 Ne 07/2017-DA.

R2 Datacenter - 2 Proc
MS Windows Server 2016
Datacenter Core

3. MS Office 2010 HeorpanuueHHo I'ocymapcTBeHHBIH KOHTPAKT
MS Office 2013 Ne 30/2013-0OA;
Tl'ocynapcTBeHHBIN KOHTPAKT
Ne 399/2013-OA.

4. Academic LabVIEW Premium | HeorpanuueHHo I'ocymapCTBEHHBIH KOHTPAKT
Suite (1 User) Ne 02/2015

JMILEH3NOHHOE MTPOTrPaMMHOE 0OecTiedeHIe OTEeYECTBEHHOTO IPOU3BOJICTBA

1. AHTHIUTaruaT 1 ron Horosop 133/2024-M

2. «WEBINAR (BEBMIHAP)» 1 ron Kontpaxt Ne 211/2024-DA
BEPCUA 3.0

3. «Cpena 371eKTpOHHOT O 1 ron Kontpaxt Ne 121/2024-33EI1
obyuenms 3KLy»

4. TrueConf Enterprise 1 rox KontpakT Ne 216/2024-DA
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https://moodle.szgmu.ru/pluginfile.php/100729/mod_resource/content/3/%D0%9C%D0%BE%D0%BB%D0%B5%D0%BA%D1%83%D0%BB%D1%8F%D1%80%D0%BD%D1%8B%D0%B5%20%D0%BE%D1%81%D0%BD%D0%BE%D0%B2%D1%8B%20%D0%B3%D0%B5%D0%BD%D0%B5%D1%82%D0%B8%D0%BA%D0%B8.pdf
https://moodle.szgmu.ru/pluginfile.php/100729/mod_resource/content/3/%D0%9C%D0%BE%D0%BB%D0%B5%D0%BA%D1%83%D0%BB%D1%8F%D1%80%D0%BD%D1%8B%D0%B5%20%D0%BE%D1%81%D0%BD%D0%BE%D0%B2%D1%8B%20%D0%B3%D0%B5%D0%BD%D0%B5%D1%82%D0%B8%D0%BA%D0%B8.pdf
http://www.rosmedlib.ru/book/ISBN9785970429587.html

CBO60)1HO paciIpoCTpaHdaCMOC MPOrpaMMHOC obecrieucHue

1. Google Chrome Heorpaumuenno OTKpBITOE JTUIIEH3HOHHOE
COTJIallICHUE
GNU GeneralPublicLicense
2. NVDA Heorpannuento OTKpBITOE JTUIICH3NOHHOE

COTJIAIIICHHUC
GNU GeneralPublicLicense

CBO60)1HO PpaciIpoCTpaHdaCeMOC MPOrpaMMHOC obecrieueHnue 0TEYECTBEHHOIO IMPOU3BOACTBA

1.

Moodle

Heorpannuenno

OTKpLITOG JIMIICH3UOHHOC
COTJIAIIICHHUEC
GNU GeneralPublicLicense

2) npoqbeccuouaﬂbnble 0a3vl OGHHBIX U ungbopmauuounble cnpaeounsle cucmemol:

JloKyMeHTBI, Pexum
MOATBEPXKIAMOLINE | JOCTYIA U 00Y4arOIIUXCS
Cpox
Ne HawnmMenoBanue N paBo — MHBAJIM/IOB U JIHII C
/i1 | MpPOTrpaMMHOIO MPOIYKTa ;[;E::;Ei HCIIOJIb30BAHHUS OrpaHUYECHHBIMHU
MPOrPaMMHBIX BO3MOKHOCTSIMH 37I0POBbSI
MPOAYKTOB
1. Koncynprant Ilmtoc 1 ron KonTtpakr -
Ne 1067/2021-DA
2. 3BC «KoHCynbTanT 1 ron KonTpakT https://www.studentlibrary.
CTyIICHTa» Ne 97/2023-DA ru/
3. OMBb «KoncyabpTaHT 1 ron JoroBop http://www.rosmedlib.ru/
Bpada» Ne 824KB/05-2023
4. 3BC 1 ron JloroBop https://ibooks.ru
«Aiibykc.py/ibooks.ru» Ne 207/2023-33EI1
5. [udposoit 1 ron Jorosop http://www.iprbookshop.ru/
o0Opa3oBaTenbHBIN pecypc Ne 206/2023-33EI1
IPRsmart
6. DIeKTPOHHO- 1 ron Jlorosop https://www.books-up.ru/
OMOIMOTE"HAs cUCTEMa Ne 199/2023-33EI1
«byxam»
7. OBC «M31aTenbeTBO 1 ron Jorosop https://e.lanbook.com/
Jlanb» Ne 200/2023-33EI1
8. O6pasoBarenbHast 1 ron Iorosop https://urait.ru/
nnarpopma FOPAWIT Ne 155/2023-113
9, DNEeKTPOHHbBIE U3JAHHS B 1 ron JINIeH3MOHHBIN https://www.elibrary.ru/def
cocTaBe 0a3bl TAaHHBIX JIOTOBOD aultx.asp
HAYYHAS Ne SU-7139/2024
DJIEKTPOHHAS
BUBJIMOTEKA
eLIBRARY.RU
10. IIporpamMmmHuoe 1 ron JINIEeH3MOHHBIN https://mbasegeotar.ru/
obecrieueHue JIOTOBOD
«Ilnardpopma mb4» B Ne 97/2024-33EI1
gactu CripaBo4HO-
UHPOPMAITMOHHOH
CHCTEMBI
«MedBaseGeotar»
11. YHuBepcaibHbie 0a3bl 1 rox JIN1eH3NOHHBII https://dlib.eastview.com/
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http://www.rosmedlib.ru/
https://ibooks.ru/
http://www.iprbookshop.ru/special
https://www.books-up.ru/-
https://e.lanbook.com/-
https://mbasegeotar.ru/
https://dlib.eastview.com/

3JIEKTPOHHBIX
MEPUOANYECKUX U3JaHUN
UBUC

JIOTOBOP
Ne 116/2023-33EI1
«Xypnanst Poccun
0 MEIUINHE U
3/IpaBOOXPAHEHUIO»

JInneH3nOHHBIN
JIOTOBOD

Ne 42/2023-33EI1
«HauBUAYyaIbHBIE
U3IaHUS

12.

Coznanmne BupryansHOro
YUTAIBHOTO 3a/1a
Poccuiickoit

1 rong

JInieH3nOHHEBIN
JIOTOBOP
Ne 120/2024-M14

https://search.rsl.ru/

roCyIapCTBEHHOU
oubnnorexu (BU3 PI'B)
JUTSE 0OCITTY)KUBAHUS
yIAIEHHOTO
MOJIb30BATEIIS

10. MaTrepuajJbHO-TeXHHYECKOE o0ecriedeHne JTUCHUIINHbI:

KaoOunersr:

1. VYueOnsrii kiracc Ne 1 (ITUB Nel2) ITuckapeBckwmii nmpocriekt 47, nmut. BB, kopm. 6 - 1 atax

2. Yuebnsiit knace Ne 3 (ITMB Ne7) IluckapeBckuii mpocnekt 47, 6 maBuiIboH- 1 aTax

3. Komnsrorepnsiit knace (ITUB Nel0) IluckapeBckwuii mpocnekt 47, 6 maBuiboH- 1 3Tax
Meoenb:

Hocka — 1 mityka, CTOJBI A1 00Y4aIOLIUXCsl, CTY/bsl, CTOJI IPENoAaBaTess, CTON Ui 3aceJaHui,
KOMITBIOTEPHBIE CTOJIBI - 3 IITYKH, CTYJbS - 12 IITYK.

Texnuveckue cpeacrsa o0y4yeHusi (KOMIBIOTEPHAs TEXHHUKA C BO3MOYKHOCTBIO IMOJAKIIIOUEHUS K
cetu «MHTepHeT» M obecneueHus] JOCTyNa K 3JIEKTPOHHON HH(OpMaIMOHHO-00pa30BaTeIbHON
cpene YHUBEpCUTETa, MyJIbTUMEINA, ayIUO- U BUJIEOTEXHUKA): MYJIbTUMEIUA-TIPOEKTOP, HOYTOYK
IpernoJiaBaTessi, CHCTEMHBIH OJI0K, MOHUTOP.

CrnenmnanbHble TeXHMYeckHe cpeacTBa o0yuenusi: Roger Pen (MnauBuayanbHbIN GecipoBOIHOM
nepeaatyuk Roger B popme pyuku), Roger MyLink (mpuemHuk curnaina cucremsl Roger Pen) (s
oOyuaromuxcs ¢ HapymeHusMu ciyxa); IntelliKeys (mpoBogHast ki1aBuatypa ¢ pycckum mpudTom
Bpaiinsg ¢ MaTOBBIM MOKpBITHEM uyepHOro 1BeTa), (r. Cankr-IletepOypr, [InckapeBckuii MpOCHEKT,
n. 47, mut P (kopn.9), ayn. Ne 18,19, ®T'BOY BO C3I'MVY um. .M. MeunnkoBa Mun3apasa
Poccun).

[Tomemenuss A CaMOCTOATENBHOM pabOThl 00yYaromuXcs, OCHAIIEHHbIE KOMIIBbIOTEPHOMH
TEXHUKOW C BO3MOYKHOCTBIO MOJAKIIOYEHHS K ceTu «MHTepHeT» M obecreyeHHbIEe JOCTYIIOM K
ANIEKTPOHHON MH(}OpMaIMOHHO-00pa3oBaTenbHON cpene YHuBepcutera: r. Cankr-IlerepOypr,
[TuckapeBckuii mpocnexT, 1. 47, mut AE (kopmn.32),

aya. Ne 1, qut P (xopm.9), aya. Ne 18,19 ®I'bOY BO C3I'MVY um. .M. MeunukoBa Mun3znpasa
Poccun.

11. MeToauyeckne peKOMeHAAUMU ISl 00Yy4aIOIIerocss MO0 OCBOEHHMI0 JTUCIHUIJIMHBI
""HeoT./10:KHBIE COCTOSIHUSI B HEOHATOJIOTHH, CBAI3AHHBIE C HACJIEACTBEHHBIMH HAPYIIEHUSIMU
oO0MeHa BemlecTB (aganTamuoHHasn)"

JuctmiuimHa «HeoTnokHbIe COCTOSHUS B HEOHATOJIOTHH, CBSA3aHHBIC C HACIIEJACTBEHHBIMU
HapyleHussMu ooMeHay 1o criermaibHOCTH 31.08.30 «["eHeTnkay» HanpasieHa Ha (GOPMHUPOBAHKE U
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https://search.rsl.ru/

OTpabOTKY 3HAHWUN, YMEHHUN U HABBIKOB, HEOOXOAMMBIX JJISi CAMOCTOSITENIbHOM paboThl Bpaua —
TEHETHKA.

JIeKIIMOHHBIE W TIPAKTHYECKUE 3aHATHA 00eCneunBalOT NpUOOpEeTeHHEe M 3aKpeIuIeHue
HEOOXO/IMMBIX YMEHUN U HaBBIKOB, (POPMHUPOBAHKE MPO(PECCHOHATBHBIX KOMIIETEHIINNA, TOTOBHOCTh
K CaMOCTOSITENIbHOW M WHAMBHYalTbHOH paboTe, MPUHATHIO OTBETCTBEHHBIX PEIICHUI B paMKax
npodeccuoHanbHOM KoMmMneTeHUMH. [Ipu mOAroTOBKE K 3aHATUSAM OOyYarOUIHEecs JOJIKHBI
II0JIb30BaThC PEKOMEHIOBAaHHOM JINTEPaTypoH U pecypcamu cetu IHTepHer.

14



