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@OHJ OLEHOYHBIX CPEACTB MUCUUILUIMHBI «MOJNEKYISIPHO-TEHETUYECKUE OCHOBBI
JETCKOM JHJIOKPUHOJIOTHI» TOJATOTOBIIEH Ha Kadeape TOCIUTAIbLHON MeauaTpuu
OI'bOY BO BIMY wum. H.H. bypmenko Mun3gpaBa Poccunm aBTOpCKAM
KOJUIEKTHUBOM:

No damunus, ums, VYuenas 3anuMaemas OCHOBHOE MECTO
n/m OTYECTBO CTCIICHB, JIOJDKHOCTD paboThI
y4eHOe
3BaHUC
1 Hacraymesa Tarbana I.M.H., 3aB. Kaenpoit ®I'bOY BO BIMY um. H.H.
JleonnoBHa npodeccop Bbypnenko Munsapasa Poccun
2 KonapareeBa NHHa K.M.H. JIOIICHT dI'bOY BO BIMY um. H.H.
BnaguciaBoBHa Bbypnenko Munsapasa Poccun
3 Kymakosa Enena K.M.H., JIOLIEHT dI'bOY BO BIMY um. H.H.
HuxkonaeBna JOLIEHT Bbypnenko Munsapasa Poccun
4 Unuyra Exatepuna K.M.H. JIOLIEHT dI'bOY BO BI'MY um. H.H.
MuxailnoBHa Bbypnenko Munsapasa Poccun
5 Bomnocoger ["annna K.M.H. ACCHCTEHT ®I'bOY BO BITMY um. H.H.
I'ennanneBHA Bypnenko Munszgpasa Poccun
6 TI'ypoBuu Osbra ACCHUCTEHT OI'bOY BO BI'MYVY um. H.H.
BuxTopoBHa Bbypnenko Munsapasa Poccun

@DoH/ OIICHOYHBIX CPEJCTB AUCHUIUIMHBI OOCYXJEH Ha 3acenaHuu Kadeapsl
rocriutanbHoM neguatpun ®I'bOY BO BI'MY um. H.H. bypaenko Mun3zapasa
Poccuu 6 Hos6pst 2025r., mpoTokos Neb.

@DoHa OIEHOYHBIX CPEACTB AUCIHUIUIMHBI 000peH Ha 3aceganun [[MK mno
KOOpJIMHAIIUUA TIOJITOTOBKU KaJpoB Beiciied kBanmupukamuu ot 18.11.2025 rona,
npoToko Ne 2.

HopMmaTuBHO-TIpaBOBbIE OCHOBBI pPa3padOTKH M peanu3aluu padbodeil mporpammbl
JMCIUTLTAHBI (MOYJIs)\IPAKTHKH:

1) @enepanbHBI TOCYJAapCTBEHHBIM 00pa30BATENbHBIA  CTAHIAPT  BBICIIETO
oOpa3zoBanust no cnenuaidbHoct 31.08.17 Jlerckas »HAoOKpuHONOrus (ypoBEHb
MOJATOTOBKHM KaJpOB BbICIIEH KBaNH(pUKaLMK), yTBepkaeH [Ipukazom MunucrepcTsa
HayKu U Bbiciiero oopazoBanus P® ot 2 despans 2022 r. Ne 107.

2) ITpuka3z MunuctepctBa Tpyaa u couranbHol 3ammTbl PO o1 29.01.2019 N 491 «O06
YTBEPKJIEHUH MTPOPECCUOHAIBHOTO CTaHAapTa «Bpau — neTckuii SHIOKPUHOIIOT.

3) OOmasi xapakTepuCTHKa 0O0pa3oBaTeJIbHOM NpOrpaMMbl IO CIHEIUATBHOCTH
31.08.17 JleTckast 3HIOKPUHOJIOTUS.

4) VYueOHbIi TIaH oOpa3oBaTeIbHOM MporpamMMbl 1o crneruaibHocT 31.08.17
JleTckast 53HHOKPHUHOJIOTHS.

5) YcraB u noKanbHble HOPMAaTUBHbBIEC aKThl Y HUBEPCUTETA.

© ®I'bOY BO BI'MY um. H.H. bBypaenxo Munzapasa Poccuu



1. CoorBercTBHE KOMIIETCHIHI IVIAHUPYEMbIM pe3yJibTaTaM 00y4eHus 1o

AUCIHUAIIJINHE:
Koa m HammeHOBaHHTE IIpoBepsiemble pe3ybTaThl 00yUeHHs 1JIs1 JAHHOM OneHo4YHbIe
KOMIIeTeHIINHI JUCITHILTHHBI cpeacTBa
TeKylIero
KOHTPOJIS U
NPOMEKYTOYHOMI
arrecTalul
1 2 3
VK-1 Crocoben | 3narp: Texymmi
KPUTHYCCKH U CHCTCMHO | ® TEOPHIO CHCTEMHOTO ITOIX0/1a; KOHTPOJb:
aHaAJIM3MPOBATh, ® METOJOJIOTHIO CUCTEMHOIO IOAX0 A IPHU aHAJIU3€E JOCTUKEHUN B Ormpoc ycTHbIH
ONPENEIIATH o0acTé MeIUIUHEL U (papManny, (OY)
BO3MOKHOCTH U | e moOCNENOBAaTENFHOCT, M TPEOOBaHUSA K  OCYIICCTBICHUIO Tecr (T)
CrocoObl  NMPUMEHEHHUS | OUCKOBOW M AHATMTHYECKOI JEATEIbHOCTU  JJI1  pelleHus Curtyannonnas

NOCTHXKEHUA B o0jacTtu
MEIUIMHBI U (apMaluu

MIOCTABJIEHHBIX 3a/a4. 3anada (C3)
Ymern:

B MPOECCHOHANBHOM | o  kpyTHYECKH M CHCTEMHO aHAIM3HPOBATH, a TaKke orpeensiTs | IIPOMEKYTOUHAs

KOHTCKCTC

BO3MOXXHOCTH M CHOCOOBI NPUMEHEHHS IOCTI)KEHHH B 00IacTh
MEIUIMHBI B (hapMaliy B IpodhecCHOHATHEHOM KOHTEKCTE

e OIpEAeTATh KOHEYHBIE LIEJIM M3 KPyra BOIPOCOB, TPEOYIOIINX
pEeLICHUs, TPOBOANTH aHAIN3 YCIOBHUM, B KOTOPHIX (QYHKIMOHUPYET

arrecramus:
CobecenoBanune
©)

CuryaunoHHast

(KTrHIYECKas)

CHCTeMa, a TakXKe 3aJaBaTh OrPAHUYCHHS, HAKJIaJbIBAcMbIe HA
3amada (C3\K3)

ycioBUsl (PyHKIIMOHUPOBAHHUS CHCTEMBI.

e DpemaTh 3aJayd, ONPENeNISiTh BO3MOXKHOCTH M CIIOCOOBI
NPUMEHEHUs]  JOCTH)KEHMH B MEIUIMHE,  KPUTHYECKH
aHaJIM3MPOBaTh W BHIOMpaTh WH(OpMANNIO, HEOOXOIUMYIO IS
pelIeHus MOCTaBJIEHHOM 3a1a4H;

e 0000mare TaHHBIE, HEOOXOOMMBbIE IS PElIeHHS IpOOIEeMBI,
paccMmarpuBaTh pa3iMYHbIC BAPHAHTHI PEIICHNUS 3a1a41, OLCHNBAs
UX TPEUMYIIECTBA ¥ PUCKH;

® TPaMOTHO, JIOTUYHO, AapPryMEHTHPOBAaHO (OPMYJIHPOBATh
COOCTBEHHBIE CY)XICHUS M OIEHKH; OTIMYaTh (aKTbl OT MHEHHH,
MHTEPIPETALNHi, OIEHOK M T.Jd. B PAacCCy)KACHHAX APYIHX
YYaCTHHUKOB JIESITEIEHOCTH;

e BBHIOMpPATH HAWJIYYIINE ITYTH JTOCTHIKSHUS LIeJIeit;
e OmpeAeNsATh W OUCHUBATh NPAKTHYECKHUE
BO3MO>KHBIX PEIIEHUN 3a/1auu.

Biagers:

® METOJMKOH CHCTEMHOrO aHaiuM3a JIOCTIKeHHWH B olnacTu
MEeIUIMHBI ¥ (hapMaliy JUIs HX IPUMEHEHHsI B TIPO(eCCHOHATBHOM
KOHTEKCTE;

e HaBbIKaMU cOopa M 0000meHus nHpopmManuy, morucka B 6azax
JIaHHBIX HOPMAaTHBHO-TIPABOBBIX JIOKyMEHTOB,
peryIaMeHTHPYIOIINX JIeSITENEHOCTD MEIUIIMHCKUX u
(hapManeBTHYECKUX OpraHu3alyi.

IOCJICACTBHA

IK-1 CrnocobeH K | 3HATh:
OKa3aHMI0 MEIWLUHCKON | ® OpraHM3alfi0 JETCKOW DHIOKPHHOJOIMYECKOH CITyKObI B

Texkymmi
KOHTPOJb:

noMouu ACTAM C | amMOymaTOPHBIX YCIOBUSX, CTAI[IOHAPE, THEBHOM CTAIlOHAPE; Onpoc ycTHbIH
3a00J1eBaHMAMA U (W) | @ TOpPSAKM OKAa3aHMs MeIUIMHCKOH momomu 1o mpodumsam, | (OY)
COCTOSTHUAMHA npUMeHseMble B JIeTCKOH sHAokpuHonmormu, a Takxke Ha | lecT (T)
SHIOKPHHHOM CHCTEMBI MEXIUCLHHUIUIMHAPHOM YPOBHE; CuryanuoHnHas

e CYNIHOCTh METOMK HCCIENOBAHMS pa3iuuHbX (yHkimii y | 3a1a4a (C3)

)ICTGﬁ, HIUPOKO HCIIOJb3YyEMbBIX B I[eTCKOﬁ OHAOKPHUHOJIOTUH, IJId

OLIEHKH COCTOSIHUS MX 3JI0POBbSL; IMpome:xyTouHas

® OCHOBHBIE 3aKOHOMEPHOCTH OOmIeH sTHONOrMU 3abojeBanuii | ATTeCTANH:

(poyib  TpPUYMH, YCIOBUA © PEAKTHBHOCTH OpraHu3Ma B Cobecenosanue

BO3HUKHOBEHHH 3aboseBanuii), 3axonomepuoctn naroreuesa u | (C)

MopdoreHesa, a Tak’Ke OCHOBHBIE aCTIEKThI yUEHHs O OOJIE3HU; CuryauuonHas

e IIPHUYMHBEL, MEXAHHU3MBI PA3BUTHS M MPOSBICHUS THUIIOBBIX (KimuHHYecKas)
3agaya (C3\K3)

IaTOJIOTUICCKUX MPOHECCOB, JICKAMIUX B OCHOBC pPa3JIMYHBIX




3a00JIeBaHUIT;

e DJTHOJNOTHS, TIATOTEHE3, MaToMop(oJorus, KIMHHYECKas
KapTHHA, OCOOEHHOCTH TEUYEHUs, OCIOKHEHUS, NCXOIbl Hanboiee
4acThIX 3a00JIeBaHMH y AeTel;

0coOeHHOCTH cOOpa aHAMHE3a TPU Pa3IMIHON TaTOJIOTHH;
METOJUKY (PM3HKAIBHOTO HCCIICIOBAHMS,;

0COOCHHOCTH OCMOTpa MaIUEHTOB;

NPUHIHUIIBI KJIacCUPUKaK 3a00JIeBaHMH;

o01Me NPUHIUIIBI JUarHOCTUKK O0JIe3HEH Yy IeTel;
KJIacCH(UKAIMIO 1 OCHOBHBIE XapaKTEPUCTUKH JIEKapPCTBEHHBIX
CPEICTB;

e TMOPAAKM OKa3aHUSA M CTaHAAPThl MEIUIMHCKON IOMOIIH,
NPUMEHSEMbIE B JETCKOM OSHIOKPHMHOJIOTMH, a TaKXKe Ha
MEKANCIUIUINHAPHOM YPOBHE;

e (apmMakoAMHAMHUKYy ¥ (apMaKOKHHETHKY JIEKapCTBEHHBIX
CPEZCTB;

e 0COOCHHOCTH  (papMakOJMHAMHKA H  (apMaKOKHHETHKH
JIEKapCTBEHHBIX MPEMapaTOB IpH OEPEMEHHOCTH, JIAKTAINI

® OCHOBBI NIEIMATPUUECKOI KIMHUUECKOH (hapMakosoruy;

e [IOKa3aHMA u IIPOTUBOIOKA3aHUSA K Ha3HaYCHUIO
JIEKapCTBEHHBIX CPE/ICTB;

e 11000uHbIe 3P PEKTHI JIEKAPCTBEHHBIX CPEJICTB;

e 00IIMe IPUHIIMITEI OPOPMIICHHS PELECNTYPHBIX OJaHKOB;

e OCHOBHBIEC XapPAaKTEPUCTUKH BO3JCHCTBHS HEMEINKaMEHTO3HBIX
METO/IOB JICYEHHS TIPH 3a00JICBaHNUX;

e 1100049HBIe 3P (PEKTH METUKAMEHTO3HBIX METO/I0B JICUCHHUS;

e TIOKa3aHUI W NPOTUBOIIOKA3aHUS K  IIPOBEIACHUIO
peadMIMTaIMOHHBIX MEPONIPUATHH NPH PA3INYHBIX 3a00JI€BaHUIX
U TTaTOJIOTHYECKUX COCTOSHUSX;

e 1000uHbIe A(PPEKThl PEadMIUTALMOHHBIX MEPONPHATHH IpU
Pa3IUYIHBIX 3a00I€BaHUIX;

e OIpe/eNeHue MOHATUS «3I0POBBEY, €r0 CTPYKTYPY U

e muddepeHuMAST KOHTUHTEHTHBIX TPYII HACEJIEHUS IO
YPOBHIO 3/I0pOBbS ¥ BUJIbI IPO(UIIAKTHK;

e OCHOBHBIE KPHUTEPUH 3/10pOBOT0 00pa3a >KU3HU U METOJBI €T
(hopMupoBaHHUs;

® CONMANBPHO-TUTUCHWYECKHE W  MEAWIMHCKHE  aCIEKTHI
JIKOTOJIM3Ma, HAPKOMAHUH, TOKCUKOMaHU, OCHOBHBIC TIPHUHIIUITBI
nX NPOUIAKTHKH Y IeTel U IOAPOCTKOB,;

® OCHOBHBIC TUTMEHHUYECKHE MEPOINPHATHS O310POBHTEIHLHOTO
XapakTepa, CIIOCOOCTBYIOIIHME  YKPEIUIGHHIO  3JI0pOBBS U
npodunakTike BOSHUKHOBEHHUS 3a00JI€BaHUH;

e cucreMa (U3MUYECKOIO BOCTIUTAHHA U (PU3MOIIOTHYECKOE
HOPMHUPOBAHUE ABUTATEIbHON aKTUBHOCTH JETEH;

® TEOPETHYECKHE OCHOBHI PAIMOHAIBHOTO MHUTAHUS JIETeH
Pa3IUYHOTO BO3pacTa;

® TIPUHIMIIEI J1e4eOHO-TTPOPHUIAKTHIECKOTO TUTAHHS;

® POJb MO3UTHUBHOTO MEIUIMHCKOIO OBEACHUS B COXPAHEHUH U
HOBBIILIEHUH YPOBHSA 3[JO0POBbS AETEH.

Ymersn:

® aHAIM3UPOBATH MOJYYCHHYIO MH(OPMALNIO OT MAMEHTOB (KX
POJCTBEHHUKOB/3aKOHHBIX NPE/ICTABUTENEH);

® T[IPOBOJIUTH M HHTEPIPETHPOBATH PE3YNbTATH (PH3UKAIBHBIX
HCCJICTIOBAaHUM;

¢ HHTCPIPETHPOBATH PE3YNBTAThl OCMOTPA MAIEHTOB;

e 00OCHOBBIBaTH HEOOXOAMMOCTL M 00BEM J1a0OPATOPHBIX
HCCIIEIOBAHU;

e 000CHOBBIBaTh HEOOXOIMMOCTH M OOBEM HHCTPYMEHTAIBHBIX
HCCIIEIOBAHUN;

e 00OCHOBBIBaTh HEOOXOAMMOCTH HAlpaBJeHUs INAaIMEHTOB Ha




KOHCYJIbTAIIMIO K BpayaM-CIICIIHaINCTaM;
® aHANM3WPOBATH IMOJYYCHHBIC PE3YNbTATHl 0OCIECIOBAHUS, MIPH
HEOOXOIUMOCTH 000CHOBATH " TUTAaHUPOBATH 00BEM
JIOTIOTHUTEIBHBIX MCCIIEeIOBAHNH;

® UHTECPIPETHPOBATH pE3yNbTaThl cOopa WHPOPMALUH OT
TAIIMEHTOB/3aKOHHBIX MIPECTaBUTEICH);

® HHTEPIPETHPOBATH JaHHBIC TAOOPAaTOPHBIX MCCIICIOBAHN;

® HHTECPIPETHUPOBATH JTAaHHBIC HHCTPYMEHTATBHBIX
HCCJIEeIOBaHUI;

® VHTCPIPETHPOBATH  JAHHBIC  KOHCYJIbTAMH  MAIUCHTOB
BpayaMU-CIICIIAATUCTAMU;

® VWHTCPIPETHPOBATH JAHHBIC JIOMOJHUTEIBHBIX O0CIICIOBaHUIMA
MAIIEeHTOB;

® [IOJB30BATHCS HEOOXOIMMOI MEIUIIMHCKON ammapaTypoi;

® BELIBIITH MH()DEKIMOHHYIO MATOJIOTHIO B OYare, yCTaHABINBATH
KOHTAKTHBIX JIMI, TIPOBOAWTH MEOUIIMHCKYIO COPTHPOBKY B
SMUIEMUYECKOM 0Yare;

® OCYIICCTBIIITh PAaHHIOI IHATHOCTUKY W Au((epeHInAIBEHYIO
JIUarHOCTUKY ITIOIPaHUYHBIX COCTOSHUH Yy JACTEH;

® OpraHM30BaTh M NPOBOAUTH AH(PPEPESHINATBHYIO TUATHOCTUKY
C MNPUBJICYCHUEM [JI1 KOHCYJIbTalMM Bpayda-CliciualnucTra Ha
npeaMeT Bepu(UKAIMK [OUarHo3a | OMPEACICHUS JiedeOHOU
TaKTUKWU TIPpU BBIABJICHUU Y MNallMCHTa KIMHUYCCKUX IIPU3HAKOB
3a00JIEBaHMNS;

® OCYIICCTBIIITh PAaHHIOI IHATHOCTUKY W Au((epeHInAIBEHYIO
MUArHOCTUKY TI0 OCHOBHBIM KJIMHHYECKAM CHMIITOMaM W
CHHIIpOMaM, HO30JIOTHIECKAM (hopMam

e OKa3plBaTh  HEOOXOOMMYIO  JICYEOHYI0  IIOMOINb  IIPH
3a00JICBaHUSAX Y HOBOPOXKICHHBIX U IETeH pa3IMIHOT0 BO3PACTa;

® OCYLIECTBISATH OCHOBHBEIE MEPOIIPHUATHSA 110 YXOAY 3a JETHMH,

o BBIMOJIHATE PCAHUMAIUOHHBIEC MCPOIIPUATHUA

® TIPUMCHATH JICKAPCTBCHHLIC TMpEriapaTtbl JIA HApPYXHOTO
MMPUMEHCHUA, HaH6onee JacTO MPUMEHAEMBIC IJIs1 JICUCHUSA KOKHBIX
Oone3Hel U s yXoJia 3a KOXKeH JeTel;

e Ha3HAYaTh MEAMKAMEHTO3HYIO TEPAINUIo TpHU 3a00JCBAHUAX B
COOTBETCTBHM C HMCIOIIAMHUCS  TOKA3aHWUSAMH,  yIUTHIBAs
(hapmMakoarHAMHKY ¥ (DapMAaKOKWHETHKY JIEKAPCTBEHHBIX CPEJICTB;
® aHANM3UPOBATh JEHCTBHE JICKAPCTBCHHBIX CPEACTB IO
COBOKYITHOCTH MX (hapMaKOJIOTHIECKOTO BO3ICHCTBYS,

e oreHUBaTh 3P PEKTHBHOCTH U 6E30MACHOCTh METUKAMEHTO3HBIX
METO/IOB JICUCHUS;

® HasHa4YaTb HECMCIUKAMCHTO3HYIO TEpalnuro B COOTBETCTBHUU C
MMOKA3aHUSIMHU;

® AaHAJIM3UPOBATH ﬂeﬁCTBHe HEMCIUKAMCHTO3HbBIX METOA0B
JICUCHHSI [T0 COBOKYITHOCTH UX CBOWCTBE;

® OLEHUBATh 3¢ PEKTUBHOCTH u 0e30MacHOCTh
HEMETUKaMCHTO3HBIX METO/IOB JICUCHUS

® IIPOBOJUTH CAHHTAPHO-TUTUCHHYCCKOE IPOCBEIICHUE CpPEIH
HACEJICHUS W MEIMIMHCKOTO MEPCOHaNa C MENbI0 (POPMHUPOBAHUS
3JI0pOBOTO 00pa3a KU3HH;

® OICHWBATh (PHU3MUYCCKOE pa3BUTHE U  (PYHKIHOHAIBHOE
COCTOSIHUE OpraHu3Ma JIeTew;

® TIPOBOIWTH o6yquHe YWICHOB CEMbHM NpUHOUIIAM 310POBOI0
o0pasa XKHU3HH U 0TKa3a OT BPEAHBIX NPUBHIYEK;

e ¢dopMupoBaTh y HaceleHHS [O3UTHBHOE MEIUIIMHCKOE
TIOBEJICHNE, HAIIPABJICHHOE HA COXPAHCHHE W MOBBIIICHUE YPOBHS
3II0POBBS JICTCKOTO HACCIICHUS

Baanern:
® [OJyYeHUEM HHpOpMALUU oT MalreHTOB (ux
POJICTBEHHUKOB/3aKOHHBIX MPEJICTABUTENCH);




® OCMOTPOM TMAI[ICHTOB B COOTBETCTBUH C JCHCTBYIOIICH
METOJIMKOM;

e pa3palOTKOW anropuTMa TIOCTAHOBKH IIPEIBAPHUTEIHLHOTO
JINarHo3a;

e WHTEepHpeTanued pe3ynbTaToB cOopa wWHGpOpMAnEH  OT
MAIMEHTOB (VX POJICTBCHHUKOB/3aKOHHBIX IPEICTaBUTEICH);

e WHTEpHpeTanueil TaHHBIX 0CMOTpPA MAIlMEeHTOB;

® YCTaHOBJICHHEM IPEIBAPUTEIBHOTO JHArHO3a;

e HampaBJICHUEM MAI[ICHTOB Ha JIAOOPATOPHBIC HCCIICOBAHUS;

e HampaBJCHHEM MAlHCHTOB Ha HHCTPYMEHTANbHbIC
HCCIIeI0OBaHNU;

e HampaBJCHHEM MALKMCHTOB HA KOHCYJIbTallMM K BpadaM-
CIICLIHAIICTAM;

e pa3pabOTKOH  anropuTMa  IOCTAHOBKH  OKOHYATEIBHOTO
JIMArHO3a;

e WHTEpHpeTanreil TaHHBIX JJAOOPATOPHBIX UCCIICIOBAHHMIA;

e WHTEpHpeTanreil TaHHBIX HHCTPYMEHTAIBHBIX HCCIICIOBAHUH;
e UHTEpHpeTanueil JaHHbIX KOHCYJIbTAallUi MAallUEHTOB BpauaMu-
CICIIHATNCTAMU;

e UHTEpHpeTanuedl MaHHBIX JOMOJHUTEIBHBIX O00CIICIOBAHUIA
MMalUCHTOB;

® [IOCTAaHOBKOI OKOHYATEJIHHOI'O IUArHO3A.

® pa3paboTKOW IUIaHa MEIUKAMEHTO3HOIO JICUYCHHUS C YYEeTOM
00JIE3HY;

e OM0OPOM W Ha3HAYCHHEM MEIUKAaMECHTO3HOH Teparuuy;

e HampaBJICHHEM MAIMCHTOB Ha KOHCYNBTAlMA K BpadaM-
CHEIHATHCTaM JUI Ha3HAYCHHUS MEIUKaMEHTO3HOM TepaTIHH;

e HamNpaBJCHHEM MAIMEHTOB Ha KOHCYNBTAlHM K BpadaM-
crienuanucraM ajid Ha3HAa4YCHUA HeMeHHKaMEHTOSHOﬁ TCpamunu.

o BBI60pOM OINITUMAJIBHOTO pEXUMa JJIid I[eTeﬁ B 3aBUCHMOCTHU OT
HO30JIOTMHU U CTCIICHU HAPYIICHUA q)yHKHI/IOHaHI)HOI‘O COCTOsSIHUA.
® [POBEJACHHUC AMCIAHCEPH3AIMU 3J0POBBIX JAETEH Pa3IUUHOTO
BO3pacTa,

® [POBEACHHUEC MEPONPHUATHA IO  O3J0POBJICHUIO  JETCH
(pekoMeHJanuu 0 TUTAHUIO, TBUTATEIIEHON aKTHUBHOCTH, PEKIMY
JTHS);

® IIpOBEICHUE MPOTHBOTHICMHYCCKIUX MEPOIPHUATHI B Cllydae
BO3HHKHOBEHUS Ovara WHCKIHH;

® T[IpPOBEJCHUEC MEPOIPHATHI 10 OXpaHE PEHPOTyKTHBHOTO
3I0POBbsI HACEIICHHUS,

® OpraHu3anus u MIPOBEJECHUE HMMYHOTIPO(UITAKTUKH
MHQEKIIMOHHBIX O0JIe3HEHH;

® BCACHUC CAHUTAPHO-TUTHCHHUYCCKOTO IIPOCBCUICHUA CpPCIn
HACEJCHHUS W MEIAMIIMHCKOrO MEPCOHA A C IEIb0 (hOPMHPOBAHUS
310pOBOTO 00pa3a KU3HH;

e (dopMupoBaHue y IeTe MOTHBAllUM K BEACHHUIO 3J0POBOTO
o0pasa KHU3HH;

e (dopMupoBaHHEe y MEIUIIMHCKOTO NEPCOHANIA IO3UTUBHOTO
MOBEJICHHS, HAMPABJICHHOTO Ha COXPAHEHUC H MTOBHIIICHUE YPOBHSI
310pOBbS JIETEH.

2. OueHoOYHBbIE CPEACTBA OCBOCHUS YUeOHOM M CIUNIMHBI
2.1. Tekyuuii KOHTPOJIb OCBOEHHUS OOYHAIOIIMMUCS TPOTPaMMHOTO MaTepuaia
y4eOHOM AUCIUIUIMHBI UMEET CIETYIONINE BUIbI:
Omnpoc ycrubiii (OY)
Komnerennun: YK-1, I1K-1
Pasznen 1 «OCHOBBI MOJIEKYJISAPHON I'eHETHKHU A€TCKON IHAOKPUHOJIOTMH.»



[lepeuenp BorpocoB no pazaeny «OCHOBBI MOJIEKYIISIPHOM T€HETHKH JETCKOM
SHIOKPUHOJIOTUU. »

1. OcHoBel reneruku: crpykrypa JAHK, xpomocomsl, reH, aniesns.

OTAJIOH OTBETA: Crpykrypa IHK. [le3okcupubonykiennonas kuciora (JJHK) —
MOJIEKYJIa, HEeCyIllas HacJEeCTBEHHYI0O HH(POPMAIMIO Y BCEX >KUBBIX OPraHU3MOB.
Xumnyeckoe crpoenne: [JHK cocrouT W3 AByX cnupaidbHO 3aKpy4YEHHBIX IEnen
(nBoitHas cmupanb, mMonenb YorcoHa—Kpuka). Hykmeotuasr — moHomeps JIHK,
KaXIbIH COACPKUT: J€30KCUpuO03y (caxap), ¢pocdaTHyio TpymiLy, OJHO U3 YETHIPEX
a30TUCThIX ocHOBaHMi: afieHuH (A), TumuH (T), ryanus (G), uuto3ut (C). [Ipunumn
komIuieMeHTapHoctu: A naputes ¢ T (2 Bomopoausie cBsazu), G — ¢ C (3 BogopoaHbie
cBs3u). HanpaBnenHocTs: nenu antunapaiensssl (5' — 3'u 3' — 5'). XpoMocomsl
— BBICOKOOPTaHU30BaHHbBIE CTPYKTYPHI, B KoTOphIe yrakoBana JJHK B sape knetku. Y
yenoBeka 46 xpomocoMm (23 mapsl): 22 napsl ayrocoM + 1 mapa MmoyioBBIX XpOMOCOM
(XX y neBouek, XY y manpuukoB). JIHK HamaTwiBaeTcsi Ha THCTOHOBBIE OCIKH,
o0pa3ysi HyKJIEOCOMBI, KOTOpbIE Jajiee KOMIIAKTU3UPYIOTCS B XpOMAaruH U, B (asze
NIEJIEHUs] KJIETKU, — B BHJUMBIE XpOMOCOMBI. Kaxxaas xpoMocoma CONEpKHUT OIHY
monekyny JHK, Hecyuryto coTHu—Thicsun reHoB. ['eH — (yHKIMOHaIbHAas €AMHULIA
HacinencTBeHHocTu. 1o  ywyactok JHK, xortopeiii: komupyer Oenok wiu
dynkimonanpHytro PHK (manpumep, TPHK, mMuPHK); comepxut perynstopHbie
(mMpoMOTOp, IHXAHCEPHI) U KOJUPYIOLINE OCIEA0BATEIBHOCTH (IK30HBI U HUHTPOHBI).
VY denoBeka okono 20-25 TeiCAY TreHOB. [€HBI OnpenenstoT NpU3HAKA OpraHu3Ma
(HampuMep, BET IV1a3, YpOBEHb TOPMOHOB, IPEIPACTIONOKEHHOCTh K 3a00JI€BAHUSM).
Anienb — BapHaHT OJHOTO M TOTO K€ I€Ha, PacIOJIOKEHHBIN B OJJMHAKOBOM JIOKYCE
(MO3UIIMKM) HA TOMOJIOTHYHBIX XpOMOCOMax. Y KaXKJIOro 4YeJIOBeKa MO JBa aJuielis
Ka)KJI0ro reHa (Mo oJHOMY OT MaTe€pu M OTua). AJIETU MOTYT ObITh: UJEHTUYHBIMU
(romo3urora), pazubimMu (rereposurora). [Ipumep: ren MCIR, Brnusromumii Ha uBeT
BOJIOC, MOXKET UMETh AJIJIENIb «PBLKHE BOJIOCHI» U aJUIENIb «TEMHBIE BOJIOCHDY. MyTanuu
B I'€HE NPUBOAAT K IOSBJICHUIO HOBBIX ajuiejed (B TOM YHCIE IaTOJOTHYECKHX,
HarpuMep, Py TUIOTUPEO3E)..

2. leHTpasbHas norMa MOJIEKYJISIPHOM OHMOJOTMM (pEeIUIMKalusi, TPAaHCKPHUIILIMS,
TPAHCIISALINS)

OTAJIOH OTBETA: llentpanbHas jorMa MOJCKYISPHOW OWOJIOTHU — OTO
(byHIaMEeHTAIbHBIN MPUHIINIL, ONMUCHIBAIOIIMN HAMlpaBICeHHUE Mepeaayd TeHETUYECKON
uHpopmaruu B kierke. ChopmynupoBana @psncucom Kpukom B 1958 rony. CornacHo
3TOM aorme, reHetudeckas nHpopmanus nepeaaércs or JJHK — k PHK — k Oenky,
HO He B oOparHOM HampaBieHUUu. OCHOBHBIE MPOLIECCHl LEHTPAIbHOW JOTMBI:
peruIMKanus, TPAaHCKPUIIUS, TPAHCISALUS.

3. 'eHoM yenoBeKa: KOJUPYIOLIKME U HEKOUPYIOIINE PErHOHbI
OTAJIOH OTBETA: I'enoM YenmoBeka — 5TO IOJHBIM HAOOp HACIEACTBEHHOM
unpopmarmu, 3akogupoBanHon B JJHK. On cogepxut okono 3,2 mwinuapaa nap
HYKJICOTHJIOB U PAcHoiOKeH B 23 mapax XpoMocoM (B fape KJIETKH) U HeOONIbLION
MoJieKye Mutoxonapuansaon JJHK.
1. Konupyromue peruoHsl (3K30HbI)

o CocraBmstot okono 1-2% Bcero reHoma.



o Bxoadr B cocTaB reHOB, KOTOPbIE KOAUPYIOT OETIKU.

o KOHKpeTHbIE y4YacTKM T€Ha, KOTOpbIE MOCJE TPAHCKPUIILIUM W CIUIACUHTa
ocratorci B 3penmod  MPHK w  onpenensaroT  aMHUHOKHCIOTHYIO
MOCJIeI0BATEIbHOCTD O€JIKa, HA3bIBAIOTCS SK30HAMH.

o VY denoBeka Okojgo 20-25 ThICSY NPOTEMH-KOAMPYIOIIUX T[EHOB, HO W3-3a
aJbTEPHATUBHOTO CIUIAWCHHIa MOXET OOpa30BbIBATHCS HAMHOTO OoJibllie
Pa3IMYHBIX OEIIKOB.

[Ipumep: ren INS (MHCYAMH) COAEPKUT HK30HBI, KOAMPYIOUIUME NPEHHCYJIUH —
IpeIIECTBEHHUK TOPMOHA HHCYJIHMHA.

2. Hexonupyronime pernoHsl

Cocrapmsaor okosio 98-99% renoma. Panee ux HaswsiBasin "mycopHoi JIHK", HO
TENepb W3BECTHO, YTO MHOTME W3 HHUX BBINOIHIIOT Ba)KHbIE PETYIATOPHBIE,
CTPYKTYpHbIE U ()YHKIIMOHAJIbHBIE POJIH.

OCHOBHBIE THIIBI HEKOJUPYIOIUX PETHOHOB:

a) IHTpoHBI

o Hekogupyromue y4acTku BHYTPU T€HOB, KOTOpbIE€ TPAaHCKPUOUPYIOTCA B
nepeuuHyto PHK, HO ynansroTcs npu crialicusre.

o CoCTaBIAIOT 3HAYUTENBHYIO YaCTh T€HOB (MHOTAA >90% NIIUHBI reHa).

« MoryT conepkarpk peryasTOpPHbIE JIEMEHThI WK reHsl Hekoaupyromux PHK.

0) PerynsTopHble mociiea0BaTeIbHOCTH

o IIpomoTophl, 3HXaHCEpBI, calieHcepbl, WHCYIATOpl — YywacTtku JIHK,
KOHTPOJIMPYIOIINE KOTJIa, TJI€ U B KAKOM KOJIMYECTBE OyAEeT IKCIPECCUPOBATHCS
TEH.

o Pacnonararorcs psigoM ¢ reHaMM WM Ha PAacCTOSHUU (MHOTIA B JIPYTUX
XpPOMOCOMAaX — Yepe3 NEeTIIM XPOMaTHHA).
B) I'ennl Hekonupyromux PHK (axkPHK)
o Konmupyror pynkinmonansusie PHK, He Tpanciaupyembie B Oeiku:
o pPHK, TPHK — y4acTByroT B Tpancisiuuu;
o MuUkpoPHK (miRNA), nnunabsie nexomupytomme PHK (IncRNA) —
PETrYIIUPYIOT 3KCIPECCHUIO T'€HOB;
o SnRNA, snoRNA — yuactByror B npoueccunre PHK.
r) [ToBTOpsIOIIMECS OCIIEN0BATENIBHOCTH
o TanaemMHbIE TOBTOPBI: CATEIUIUTHI, MUHH- 1 MUKPOCATEIUIATHI (MCITOJIb3YIOTCS B
JAHK-dunrepnpunTHHre).
» PaccesHHble TOBTOPHI:
o SINE (manpumep, Alu-anements — ~11% renoma),
o LINE, LTR-peTpoTpaHCcIo30HsI.
o MoryT BAMATH Ha SKCIPECCUIO T€HOB, BBI3BIBATH MYyTAIlMU WM OOECIEUNBAThH
HBOJIIOLIMOHHYIO MJIACTUYHOCTb.
1) IlceBaoreHsl
« Hepaboraromue konuu TeHOB, YTPATUBIIIHE CTIOCOOHOCTH KOIUPOBATH OCIIOK M3-
3a MyTaluH.
o Mnorna yyacTByloT B peryisiuu (Hampumep, kak "ryoxu" mist miRNA).
e) CTpyKTypHBIE 3JI€MEHTHI
o TenomMepsl — KOHLEBBIE YYACTKH XPOMOCOM, 3aILHILIAIOIINAE OT JerpaJalnu;



o lleHTpOMETpHI — y4acTKH, K KOTOPBIM KPEMATCA BEPETEHO JICJICHUS.
4. Tlonarue o reneTnueckoM noinumopduzme, SNP, CNV
OTAJIOH OTBETA: TIenernueckuii mnoaumopdusM — 3TO €CTECTBEHHOE
pazHooOpaszue mnocnenoBarenbHocteir JJHK Mexay ocobsmu ogHOro BUaa, MpH
KOTOpPOM Haubosee pacpoCTpaHEHHbBIN BapUaHT (aJlieib) BCTPEUAETCSl MEHEE YeM Y
99% wHacenenus. [pyrumu cioBamu, eciau onpeaencéHHsli  Bapuant JIHK
npucyTCcTBYeT y >1% unronedt B momyasiiud — 3TO MOMUMOpGU3M, a HE peakas
MyTalHusl.
[Tomumophu3mer:
o SIBJISIIOTCS HOPMAJIBHOM YaCThIO TEHETUYECKOW U3MEHYNBOCTH;
e MOTYT BIHSTh HA BHEIIHOCTh, META0OJIU3M, TPEIPACTIOIOKEHHOCTh K
00JIE3HAM, PEAKIIUIO Ha JIEKapCTBa;
e HE BCErja MaroreHHbl — OOJIBIIMHCTBO HEUTpaIbHbI WA UMEIOT Cla0blit
b dexT.
2. SNP (Single Nucleotide Polymorphism) — ogHOHYKI€OTH IHBII TOTUMOPPHU3M
e OTO 3aME€Ha OJIHOTO HYKJIEOTHa Ha APYrod B ONPEACTEHHON MO3ULIUHA T€HOMA
(mampumep, A — G).
o Cawmpblil pacnpocTpaH€HHBIN THN MoauMopdu3Ma: BcTpedaercs Kaxasie 300—
1000 HYyK1€0THIOB B TECHOME YEJIOBEKA.
« Bcero B renome uenoBeka onucano 6ojsee 700 mummmonoB SNP (1o gaHHBIM
dbSNP).
[Ipumeps! 3HaunMoctTn SNP:
o Brene FTO — accoumupoBaH ¢ O)KUPEHUEM;
o B rene VKORCI] — BnusieT Ha 4yBCTBUTENIBHOCTD K BappapuHy;
« B xommpyromem peruose:
o cuHoHuMuYeckuii SNP — He MeHseT aMHHOKHUCIOTY (u3-3a
BBIPOKJICHHOCTH T€HETHYECKOTO KOJa);
o HONSMHOHUMUYECKUU SNP — 3aMeHseT aMUHOKUCIIOTY (HarpuMmep, npu
ceprnoBuaHOKIeTOuHOM anemun: Glu — Val B B-mimobune).
SNP mupoko ucnoiab3yrores B:
e TEHOMHBIX accolMaTuBHBIX UccaeaoBaHusx (GWAS);
o (apmaxoreHnertuxke;
o JIHK-uneHTHdUKAIIUN 1 TCHEATOTHH.
3. CNV (Copy Number Variation) — Bapuaiiusi yucia KOmui
o Ort0 cTpykTypHble u3MeHeHus [JHK, npu KOTOpbIX yd4acTKu reHoMa JJIMHOM OT
1 000 map nyxineoruaoB (1 kb) 10 HECKONBKUX MHIITMOHOB IMPHUCYTCTBYIOT B
Pa3HOM YHCJIE KOIUM Y Pa3HbIX JIOACH.
o CNV Bxitovaror:
o Jenenuu (moTeps Konum),
o IyIUTMKau# (yABOEHUE/yBEIMUCHUE KOTIHHN).
Oco6ennoctu CNV:
o 3arparusarot 10 10—15% renoma denoBeka;
o MoryT BKIIIOYaTh LETbIE T€HbI, PETYIATOPHBIE JIEMEHThI WM HEKOJUPYIOIINE
Y4YaCTKH;
o SIBIAIOTCS BaKHBIM UCTOYHUKOM T'€HETUUECKON M3MEHUYMBOCTHU U HBOJIFOLIUH.



Knuanueckoe 3nauenne CNV:
o MHorue HaclieICTBEHHbIE 3a00eBanus cBsi3anbl ¢ CNV:
o Jeneuus 22ql1.2 — cungpom qu Ixopaxu;
o Jynnmukamus rena PMP22 — Gonesns [1lapko—Mapu—Tyra;
o JHeneuus rena SMN1 — crivHanbHas MbIIeyHas aTpodus.
o« B Bpoxaéunoii runepmiazun HaanodeyHukoB (BI'’KH) CNV B nokyce
CYP21A2/CYP21A1P (reH u ero nceBoreH) — yacTtas IpuurHa 3a00JIeBaHMUs.
CpaBnenue SNP u CNB

XapaKTepHUCTHKA SNP CNV

Tun u3mMeHeHus 3aMeHa OTHOTO HYKJICOTH A M3menenue uncna konui yyactka JJHK
Pasmep 1 HyKII€OTH >1 000 HyKI€OTHAOB (10 HECKOIBKHX Mb)
YactoTa B reHOME Ouens Bricokas (~1/300-1000 m.H.) 3naunTenbHas (oxBaTeBaeT ~10% reroma)
Brusane Ha reHsl YacTo HeWTpampHOE W caaboe MosKeT yoansaTh/yIBauBaTh IeJIbIe TCHBI
MeToan! BEISIBICHUS CeKBEHUPOBAHUE, MUKPOUHUIIBI aCGH, NGS, MLPA, ITIIP

5. Knaccudukanus MyTaiuii: TOUKOBbIE, HHCEPLUH/ IeTenuu, GpeuMImn@Th, cruaiic-
CalT MyTalllH
OTAJIOH OTBETA: Knaccudukauust MyTaluii:
1. TodxkoBBIE MyTallMU — 3aMEHA OJHOTO HYKJICOTH]Ia HA JIPYTOil.
o Muccenc-mymayus: 3aMeHa IPUBOAUT K IPYTro aMMHOKHUCIIOTE.
o Honcenc-mymayus: 3aMmeHa co3/1aéT CTOI-KOJIOH — YCEUEHHBIN OCIIOK.
o CuHoHumMuyeckas (muxas): aMUHOKUCIIOTA HE MEHSETCS.

2. Uncepuun/nenenuu (indels) — BcTaBka WM mMoTEpsl OJJHOTO WM HECKOJIBKUX
HYKJIEOTU/IOB.

3. OpedMmUPT-MyTallul — HWHCEpPUMs] WM Jelieluss He KpaTHas TpEM
HYKJIEOTHJIaM, YTO CIBUTA€T PaMKy CUMTBHIBaHUS reHa. [[pMBoauT K mOIHOMY
U3MEHEHUI0  aMHHOKHCIIOTHOW  MOCJIEAOBATEILHOCTH U TOSIBJICHUIO
MPEXKIEBPEMEHHOIO CTOI-KOJI0HA — HE()YHKIMOHAIBHBINA OEJIOK.

4. Cnaiic-callT MyTallud — UW3MEHEHHMs B TpaHULAX HHTPOHOB M 3K30HOB
(oObryHO B KOHCEHCYCHBIX mocienoBarenbHocTaXx GT/AG), Hapymarouye
npaBwiIbHbIN crtaicuar MPHK. Mosket npuBecTH K BKIIOUEHUIO HHTPOHOB WA
MPOITYCKY K30HOB — aHOMAaJIbHbBIN OEJIOK.

6. HaciiencTBeHHbIE TATTEPHBL: Ay TOCOMHO-JOMUHAHTHBIN, 2y TOCOMHO-PELIECCUBHBIM,
X-CLETNJICHHBIN, MUTOXOHAPHATIBLHBIN
OTAJIOH OTBETA:

AyTOCOMHO-JTOMUHAHTHBIN:

— MyTanuss B OJHOM ajiesie ayTOCOMHOTO reHa (He TOJIOBOM XPOMOCOMBI)

JOCTATOYHA JIJIsl POSBICHUS OOJIE3HH.

— Ilepena€rcs OoT 0JHOTO OOJIBLHOTO POAUTENST; pUCK AJist moTomMcTBa — 50%.

— Ilpumep: 6onesns ['mnaenrepa (MEN2), HeoHaTanbHBIN qUa0ET IPU MyTallUSIX

B KCNIJI11.

AyTOCOMHO-PELECCUBHBIN:

— 3abosneBaHue MPOSBISAETCS TOJBKO MPH JIByX MyTaHTHBIX aJUIeIIsX.

— Poputenu 0ObIYHO 310pOBbIE HOCUTENH; PUCK 117151 peOEéHKa — 25%.

— Ilpumep: BpoxaéHHas runepriiazus  HaanodedHukoB  (CYP21A2),

(eHMIKETOHY pHSL.



X-CIIeTUICHHBIN:

— I'en mokanmn3oBad Ha X-XpOMOCOME.

— PeneccuBHblil: Manpuuku OosetoT 4ame (y HuX oaHa X), JACBOYKH —
HOCHUTEIJIbHUIIBI.

[Tpumep: HedporeHHbI HecaxapHblil tuadeT (AVPR2).

— JloMUHaHTHBIH (peKo): OONEIOT U JIEBOUKH, U MAJIBUUKH; TSKEIEE Y MATBYHKOB.
MuTtoxoHApUATBHBIN (MAaTEPUHCKUHN):

— Myranuu B MutoxonapuaisHon JIHK.

— Ilepena€rcs TONBKO OT MaTepH (CIIEPMATO30U bl HE BHOCAT MUTOXOHJIPUN).

— IIposiBnenus 3aBucsT ot g0 MyTanTHbIX MT/IHK (Tetepornazmus).

— [pumep: cunapom MELAS, Hekotopsie ¢popmbl AradeTa U TITyXOTHI.

6. Mozanmmsm 1 XumMepusm

OTAJIOH OTBETA: Mo3zauiusm 1 XUMEPU3M — COCTOSIHUS, IIPU KOTOPBIX Y OAHOTO
OpraHu3Ma IIPUCYTCTBYIOT KJIETKH C Pa3HBIM T€HETHYECKUM COCTaBOM.

Mozanuusm:

Bo3HuKaeT y OZHOrO HMHIMBHIA B pE3YyJIbTaTe€ COMAaTHYECKOM MyTaluu IIOCIE
OILTIOIOTBOPEHUS.

— OprasusM cOCTOUT U3 ABYX (MM OoJiee) KIETOUHBIX JUHUNA C pa3HbIM T€HOTHUIIOM,
HO O/IHOTO 3UTOTHYECKOTO MPOUCXOKICHUS.

[Ipumep: cermeHTapHbI HeWpopuOpomMaro3, HEKOTOpble (QOPMBbI  BPOKAEHHOTO
TUIOTUPEO3a.

XuMepus3M:

Bo3HuKaeT npu CIMSAHMM JIByX 3UTOT WJIM OOMEHE KJIETKaMU MeXIy Onu3HeuaMu in
utero (WJIM MOCJI€ TPAHCIUIAHTAIIUW/TIEPEIMBAHUS ).

— Opranusm COAEPKUT KIIETKH pa3HOTO 3UTOTHYECKOTO IPOUCXOKICHUS (HapuMep,
C pa3HBIM TOJIOM WJIH TPYIIION KPOBH).

[Tpumep: penkue cirydan, KOraa y >KEHIIMHBI OOHAPYXUBAIOTCS Y -XpOMOCOMBI B YaCTH
KJIETOK (M3-3a UCUE3HYBIIIET0 OIu3Hea-opara).

7. IleHETpaHTHOCTH, IKCIIPECCUBHOCTD, MICHOTPOIIHS

OTAJIOH OTBETA:

[leHeTpaHTHOCTh, 3KCHPECCUBHOCTh, IUICHOTPONNS — KIKOYEBBIE IIOHATUS B
TeHETHKE, OMMCHIBAIOIIME MIPOSBICHUE HACIEICTBEHHBIX PU3HAKOB:
[leHeTpaHTHOCTP — J0JS HOCUTEJIEH MAaTOreHHOro ajieis, y KOTOPbIX NpPHU3HAK
(3aboneBanue) nposiBisgercs penorunuuecku. Hanpumep, npu nenerpantuoctu 80%
—y 20% mroaelt ¢ MmyTanuen 00J€3Hb HE pa3BUBAETCS.

DKCHPECCUBHOCTh — CTENEHb BBIPAXKEHHOCTH MPU3HAKA Y PA3HBIX HOCUTENIEH OgHON
U TOH ke myTanuu. MoxeT ObITh BapuaOeNbHOW: OT JErKOW N0 TSIKENONH (POopMbI
(mammpumep, npu Heripopubpomarose 1 Tuma).

[InefioTrponusi — CIOCOOHOCTH OJHOIO TI'€HAa BIMATH HA HECKOJbKO, BHELIHE HE
CBsi3aHHBIX Npu3HakoB. [Ipumep: myrtanus B rene FBNI nmpu cunapome Mapdana
BBI3bIBAET MTOPAKEHUE TI1a3, CKEJIETA U CEPACYHO-COCYAUCTON CHUCTEMBI.

8. Kapuotunuposaunue, FISH



OTAJIOH OTBETA: Kapuotunuposanne u FISH — nuroreHernueckue MeTOAbI
aHaIn3a XpOMOCOM:

KapuotunupoBanue — MUKPOCKONUYECKUN aHAIU3 YUCIa U CTPYKTYPbl XPOMOCOM B
Mmetadasze. [To3BossieT BoIsIBUTD aHeyruionauu (Hanpumep, Cunapom Tépuepa (45,X)),
KpYyMHbIE JEJCIUH, AYIUIMKALMU, TpaHCIoKauu. Pe3ynbraT mpencTaBisioT B BUJIE
KapuOTHIIa — YIIOPSIIOYEHHOTO Habopa XpOMOCOM 10 Tapam.

FISH (¢nyopecuentnas rtulOpuauzanus in situ) — METOM, HCIOIb3YIOMIHMA
duyopeciientHo  meuennble  JIHK-mpoObl, KoMIIeMEHTapHbIE OMpeAeTIEHHBIM
ydacTkaM xpomocoM. [lo3BossieT oOHapyKUTh MUKPOJEICINUN, MUKPOIYTTUKAIUH,
TPaHCIOKAIMK, KOTOPbIE HE BUIHBI IMPU OOBIYHOM KapHOTHIHPOBAHHM (HAIpUMED,
nenenus 22q11.2 npu cunapome du Jxopmxn).

9. ILIP, Sanger-cekBeHUpOBaHHUE

OTAJIOH OTBETA: TIIIP (monumepa3Has IienmHas peakius) — METOJ
MHOTOKpPaTHOrO KomupoBaHus (amrunpukanuu) onpenenénHoro yuactka JIHK.
[To3BoMsIET MONMYYUTh MHJLTMOHBI KOMHM (parMeHTa sl JajbHEHIIEero aHaiusa.
[[Iupoxo ucnonb3yeTcst Kak MepBbIid 3Tall B IMATHOCTUKE (HAITPUMED, JIJISl BBISIBICHUS
neneruit B rene SRY win ammudukaruum 3x30H0B rena CYP21A2 npu BI'KH).
Sanger-ceKBEeHUpOBaHHE — METOJ ONPEIEICHUS TOYHOM IOCJIEI0BATEIIbHOCTH
HYKJI€oTU10B B KopoTkoM (10 800—1000 m.H.) yyactke JIHK. Cunraercsi «3010ThIM
CTaHAAPTOM» ISl TOITBEPXKACHUS TOYKOBBIX MyTalUuMid W HEOONBIIUX HWHIEIOB.
[Ipumensiercs, HanpuMep, MpY AUATHOCTUKE MOHOTeHHOro Anabdera (mytaunu B GCK,
HNF1A) unu Bpo:xXIEHHOTO TUIOTUPEO3A.

10. NGS: nanenpHOE CEKBEHUPOBAHUE, IK30M, TCHOM

OTAJIOH OTBETA: NGS (CekBeHUMpOBAHHUE CIEAYIOIIEr0 IOKOJEHUs) —
BBICOKOIIPOU3BOIUTENIbHBIN METOJ] MapayieIbHOTO aHajan3a MIUIMOHOB ()parMeHTOB
JHK.

[TanenbHOE ceKBEeHUpPOBaHUE. AHAJIN3 3apaHee 33JaHHOT0 Habopa reHOB, CBSI3aHHBIX C
OTpeAeNEHHON Tpynmoil 3a0ofieBaHMil  (HampuUMeEp, «IMaHEIb TEeHOB JETCKOU
supokpunonatum»: PROPI, POUIFI, HESXI, CYP2142, GCK wu np.). beictpo,
HEIOPOro, yA0OHO IS LIeJIeBOU JUArHOCTHKH.

Ox3oMmHoe cexkBeHupoBanue (WES). CekBenupoBanue Bcex 73k30HOB (~1-2% reHoma,
HO ~85% W3BECTHBIX MATOT€HHbIX MyTanui). HMcnonb3yercss MNpu  CIOXKHBIX,
aTUMUYHBIX WK CUHAPOMAIBHBIX (hOpMaX SHAOKPUHOMNATHH, KOTJa «I1aHeb» He AaéT
OTBETA.

I'enomHoe cexBenupoBanue (WGS). AHanus Bcero TeHOMA, BKJIIOYAs DK30HHBI,
UHTPOHBl M pPEryisaTopHble peruoHbl. HauOosee mMoNHBINA, HO AOPOTrOCTOSALIMN U
CIIOKHBIA B MHTepHperanuu. [IpuMeHsieTcss B UCCIeN0BaTeNIbCKUX IENSIX WU MPU
Heynaye WES.

B nerckoif 3HIOKPUHONIOTMH BHIOOP METOJa 3aBHCUT OT KJIMHHYECKON KapTUHBI: OT
IEJIEBOM TaHEN — K 3K30MY/T€HOMY MPH HESICHOM JTMarHo3e.

11. buoundopmaruka: narepnpetanus BapuanToB (ACMG-kputepun)
OTAJIOH OTBETA: buoundopmaruka: wuHTepmperauus BapuantoB (ACMG-



KpUTEPUH) — OTO TMPOIECC aHamu3a U KIaCCU(PUKAIUKA BBISBICHHBIX TIPU
cekBeHupoBanuu JIHK reHeTHueckux BapUaHTOB IO E€IUHBIM MEXKTYHAPOIHBIM
cTaHjapTaM, pa3paboTaHHbIM AMEPUKAHCKUM KOJUIEIKEM MEIUIIMHCKONW T€HETUKH U
renomuku (ACMG).
BapuanTsl kaccuuIupyroTcst Ha 5 KaTeropuid:

1. ITarorennsie (P)

2. BeposTtHo natorennsie (LP)

3. HewussecrHoi kimmandeckoi 3HaanMoctH (VUS)

4. BepositHo nobpokauectBeHHbIE (LB)

5. Jlo6pokauecTBeHHbIe (B)
Krnaccudukarus ocHoBaHa Ha KOMOMHAIMHU 28 KPUTEPHUEB, CTPYIITUPOBAHHBIX B:

o [Ilarorennsie npusznaku (PVS1 — ouens cunbHbil, PS1-PS4 — cunbabie, PM1-

PM6 — ymepennsie, PP1-PP5 — noanepkuBatoiue);
o JlobpoxauectBennsie npuszHaku (BA1l, BS1-BS4, BP1-BP7).

Hanpuwmep:
o PVSI — HoHceHc- wnm ¢pedmmmdT-MyTanuss B TeHE, II€ OCHOBHOMN
MaTOTeHHBIA MEXaHU3M — MOTeps PyHKIINH;
o« PM2 — BapuaHT OTCYTCTBYET (MJIM OYEHBb PENIOK) B MOMYJISAIMOHHBIX Oazax
(gnomAD);
o PP3 — ououndopmarnueckue npeauktopsl (SIFT, PolyPhen) ykaseiBator Ha
MaTOT€HHOCTb.

B nerckoit  snmokpuHonoruu  ACMG-knaccudukanusi 1MOMOTaeT OTIMYUTH
0osne3HeTBOpHBIe MyTanuu (Hampumep, B PROPI wmu CYP21A2) ot 0Oe3BpenHbIX
NOJIMMOP(PU3MOB Y MPUHUMATh KIIMHUYECKUE PEIICHUS.

12. HennBasuBHas npeHaranbHas quardoctuka (HUIIT)
OTAJIOH OTBETA: HeunBa3uBHas npeHaranbHas nuarHoctuka (HUIIT) — meton
CKPUHHMHIa XPOMOCOMHBIX aHOMaluil y Iulona 0e3 pucka mjisg OepeMEeHHOCTH,
OCHOBAaHHBIA Ha aHanm3e cBOOOAHO nupkyaupyromen ¢eranpHoit JJHK (cfDNA) u3
MaTepUHCKOHN KpoBH (¢ 9—10 Hemenu recTarum).
o BrusBnser pucku tpucomuil: 21 (cunapom Jayna), 18 (OaBapaca), 13 (Ilaray),
a TaKXe aHEYIUIOWIHWM IOJIOBBIX XpoMocoM (Hampumep, 45,X — CcHHApPOM
Tépnepa).
+ He 3amMensier WMHBa3MBHYIO JIUMArHOCTHKY (aMHHOLIEHTE3, OHOINCHS BOPCHH
XOPHOHA), HO TIO3BOJIIET OTOOPATH IPYIIITY BRICOKOTO PUCKA JJIs €€ MPOBEACHHUS.
o B nerckoil sHIOKPUHOIOTUM OCOOEHHO Ba)KHA NPH BBISBIECHWU CHUHApPOMA
TépHepa — yacTo IPUUYKUHBI BPOXKIAEHHON HEAOCTATOYHOCTA TOPMOHA POCTA U
HapyUIEHUH TOJIOBOTO Pa3BUTHSL.
HUIIT — Oe30omnacHblif, BBICOKO YYyBCTBHUTENbHBIN (10 99% npna Tpucomuu 21)
MpEHATaJbHbId CKPUHUHI, HO OCTa€TCSi CKPUHUHIOBBIM, & HE JAHUAarHOCTUYECKUM
TECTOM.

Komnerennun: YK-1, IIK-1
Pasnen 2. «I'eHeTHKA HAC/IEICTBEHHbBIX JHIOKPHHONIATHI Y AeTei.»
Ilepeuenp BOnpoCOB mo pasneny «leHeTnka HACIEACTBEHHBIX JHIOKPUHONATHU Yy



TeTe.»
1. I'ennl pa3BuTHs runotaiamyca u runogusa (PROP1, POU1F1, HESX1, LHX4)
OTAJIOH OTBETA: T'esst PROPI, POUI1F1, HESX1, LHX4 — xmo4eBsie
TPAaHCKPUIIIIMOHHBIE  (DAKTOPBI,  YNPABISAIONIME AMOPHUOHAIBHBIM  Pa3BUTHEM
TUINO0TaIaMO-TUTIO(U3APHON CUCTEMBI:
o HESX1 — pannuii perynarop 3akiajky runodusa; MyTalluy BbI3BIBAIOT CEIITO-
ONTUYECKYIO JIUCILIA3HIO.

o LHX4 — mneobxomum ans dopMupoBanus Tunopusza U CTPYKTYp 3aaHEH
YeperHo SMKH; MyTallid — KOMOWHHUPOBAHHBIN THUIIONUTYUTApU3M C
aHOMaJIMSIMHU MO3Ta.

« PROP1 — xontpommupyetr auddepeHInpoBKy KIETOK Tumnodu3a; medexTs

npuBoaiT k nepuuury GH, PRL, TSH, LH/FSH (unorna ACTH); nauboinee
yacTasi TCHETHUeCKas MPUINHA HACJICACTBEHHOTO TUITONMUTYHTApU3MA.

« POULF1 (PIT1) — peryaupyer pa3BuTHEe cOoMaTtoTpodoB, JAKTOTpo(oB U
tupeotrpodoB; mytanuu Bei3biBatOT Aepuiut GH, PRL, TSH npu coxpannbix
ronagotponuHax u ACTH.

MyTtanuu B 3TUX T€HaX — MPUYMHA BPOXKIAEHHOTO TUMONMUTYUTApU3Ma Y JIETEH;
HacjenoBaHue — ayTocoMHo-perieccuBHoe (PROP1) unu ayrocomHO-TOMUHAHTHOE
(ocTanbHBIE).

2. HacnencTBenubie OpMBI TUITOMTUTYHTApH3MA
OTAJIOH OTBETA: HacnencrBennblie (OpMBI THINONUTYyUTapuU3Ma — PEIKUE
TCHETHYCCKUE 3a00JICBaHUS, TPUBOJIANINE K BPOXKACHHOMY ACHUIIUTY OTHOTO WM
HECKOJIbKMX TOPMOHOB TIepeIHEH 101 THIohu3a.
OCHOBHBIE IPUYNHBL:
o MyTarnuu reHoB pa3BUTHS TUNIO(pU3A:
o PROPI1 (ayrocomHO-perieccMBHO) — camblii 4acThiii TeH; aedunut GH,
PRL, TSH, LH/FSH, nnorma ACTH.
o POU1F1 (PIT1) — mnedunutr GH, PRL, TSH.
o HESX1 — acconuupoBaH ¢ CenTO-ONTUYECKON TUCIIIa3UeH.
o LHX3, LHX4 — xoMOMHHMpOBaHHBIN THUNOMUTYUTAPU3M, YaCTO C
aHOMAJIUSIMHM CTPOSHUS MO3Ta U uepena.
[IposiBneHust y nereit: 3amepkKa pocTa, THIOTIMKEMHUS, KENTyXa, MHUKPOTICHHC,
OTCYTCTBHE TTOJIOBOTO CO3PEBaHUSI.
JlmarHocTrka  BKJIIOYAaeT TOPMOHABHOE  OOCIEIOBaHWE W TEHETUYECKOE
TECTUPOBAHUE; JICUCHHE — 3aMECTUTEIbHAsi TOPMOHANIbHAS TEPAITH.

3. CeMmeiiHbli U30JMPOBaHHBIN Je(DUIIUT TOPMOHA POCTa

OTAJIOH OTBETA: CewmeiiHblii W30JUpPOBaHHBIA AEPUIIUT TOPMOHA pOCTa —
HACJIEICTBEHHOE 3a00JIeBaHUE, XapaKTEPU3YIOLIEECs CEIEKTUBHBIM HEIOCTaTKOM
ropmoHa pocta (GH) nmpu HOpMaTbHOH CEKpeIruu APYTuX TOPMOHOB TUTIO(DH3A.
[Tpyuunssl: Mmytanuu B reHax GHI1 (koaupyer cam ropmon pocra) mau GHRHR
(peuentop ropMoOHa pOCTa-PUIIM3UHT TOPMOHA).

HacnenoBanue: ayrocomuo-perieccuBHoe (wame npu GHRHR) wmm ayrocomuo-
nomuHaHTHOE (Tip GH1).



HpOHBHeHI/IHZ BBIpAXKCHHAA 3aJCPIKKa pOCTa C POXACHUA WKW C PAHHECTO ACTCTBA,
IMPOMOPHUOHAIIBHOC TCIIOCIOKCHUC, KICTCKOCY JINIO, THIIOTJIMKECMHUA Y MIIAACHIICB.
JleueHue: 3aMecTUTEIIbHAS TCpaIumAd peKOM6I/IHaHTHI>IM TOPMOHOM pPOCTaA.

I[I/IaI‘HOB MOATBCPIKAACTCA TCHECTUICCKUM TCCTUPOBAHNUCM, YTO BAKHO IAJIA IIPOTrHO3a U
ICHCTHUYCCKOT'O KOHCYJIbTUPOBAHUS CCMBU.

4. Hecaxapnsiii nuabdet: AVP, AVPR2, AQP2

OTAJIOH OTBETA: Hecaxapusiii tuadet (HJl) — mapymenue BogHOTO 0OMEHa 13-
3a gedpunmra wim HeAPOEKTUBHOCTH aHTHAMYypeTHdeckoro ropmoHa (AJIl,
Ba30IPECCUHA).

Hentpansusiii H/[: BbI3BaH MyTanusiMu B reHe AVP (koaupyeT Ba3OIpPECCHH),
HACJIEMyeTCs ayTOCOMHO-AOMHHAHTHO. [IpUBOAMT K HEIOCTATOYHON CEKpeluu
TOPMOHA THITOTAJIaMyCOM.

Hedporennsiit H/I: mouku He 0TBeUaroT Ha Ba30MpecCUH H3-3a MyTtanuii B: AVPR2
(peuenTop BazomnpeccuHa B Todkax) — X-crermieHHbid (90% ciydaer); AQP2
(BOIHBII KaHAJ aKBAIlOPHUH-2) — ayTOCOMHO-PEIIECCUBHBIN MU IOMUHAHTHBIH.
Knunuka: nmonunuricus, mojauypus, runepHatpuemus. JleueHue 3aBUCUT OT (HOPMBIL:
necMonpeccuH 3P GeKTUBEH TOIBKO NpH eHTpaibHoM HJI.

5. Bpoxxa€HHbIN THUIIOTUPEO03: AUCTEHE3US VS TUCTOPMOHOT€HE3

OTAJIOH OTBETA: BpoXn€HHBII THIOTHPEO3 — COCTOSIHME, BBI3BAHHOE
HEJOCTATOYHOW BBIPAOOTKOW THUPEOUIHBIX TOPMOHOB C pOXKIeHHUA. Pa3nuuaroT nBe
OCHOBHBIE (DOPMBI:

Jucrenesust miuToBUIHOMN Kene3bl (85-90% ciyyaeB):

— aHOMAJIUM Pa3BUTHS XKeje3bl — areHe3us (MOJIHOE OTCYTCTBHE), TMIOMIIA3Us
(Hemopa3BHUTHE) WU HKTONUS (HEMPaBUIIBHOE PACIOJIOKEHUE, HAIPUMEpP, Y KOpHS
SI3bIKA).

— yainie crnopajauyeckas, HO MOXKET ObITh CBsA3aHa ¢ MyTanusmMu reHoB NKX2-1,
PAX8, FOXE1, TSHR.

JHucropmonorenes (10-15%):

— JKeJe3a pa3BUTa HOPMaJIbHO, HO HapYILEHBI 3Tallbl CHHTE3a TUPEOUIHBIX TOPMOHOB
(MoaupoBaHue, CBSI3bIBAaHUE HO/1a, TPOTEOIN3 TUPEOTIO0yIuHA U Jp. ).

— HaCJIeAyeTCsl ayTOCOMHO-perieccuBHO; MyTaiuu B renax TG, TPO, SLC5AS (NIS),
DUOX2, IYD u np.

Huddepenunanust BaxkHa s MPOTHO3A: AUCTEHE3USI — OOBIYHO MO>KM3HEHHBIH
TUIIOTUPEO03; JUCTOPMOHOTEHE3 — MOXKET ObITh YACTUUHO KOMIIEHCUPOBAH.

6. I'ensr: TSHR, PAX8, NKX2-1, FOXE1, TG, TPO, DUOX2, SLC5A5
OTAJIOH OTBETA: OTu TeHbl UTparOT KJIIOYEBYIO POJIb B Pa3BUTUU M (YHKIIUU
IIUTOBUJTHOM KEJE3bl; UX MYTAllMU BbI3bIBAIOT BPOKIEHHBIA TUIIOTUPEO3:
o TSHR — penentop THpEOTPOMHOTO TOPMOHA; MyTaIlUl — PE3UCTEHTHOCTH K
TTI" (aucreHe3ust WM TUIIOILIA3HA).
« PAXS8, NKX2-1, FOXE1l — rtpaHcKkpuniuoHHble (aKTOpbl 3MOpHOTreHe3a
IIUTOBUIHOM KeJe3bl; Ne(PEeKThl — AUCTEeHE3Hs (areHe3usl, SKTOIHS).



o NKX2-1 — Takxe cBSi3aH C HEBPOJOTMYECKHMHU HApYIICHUAMU U
JErOYHBIMM  QHOMAJUSAMHU  (CUHAPOM  «MO3T—JIETKHE—IIUTOBUAHAS

Kemeszay).
o TG (tupeornodymnun), TPO (Tupeonepokcunasza), DUOX2 (reneparus H, O, ),
SLC5A5 (marpuit-ioguansiii cummoptep, NIS) — yuyacTBylOT B CHHTE3€

TOPMOHOB; MYTaIllMK — JTUCTOPMOHOTEHE3 (AyTOCOMHO-PEIIECCUBHBIN).
BrlsiBieHHe MyTaluii MO3BOJIIET yTOYHUTH (POPMY TUIIOTUPEO3a, POTHO3 U IIPOBECTU
TEHETUYECKOE KOHCYJIbTUPOBAHUE.

7. CUHIPOMBI C TUPEOUAHOW AUCIUIA3UEN (HampUMep, CUHAPOM «MO3T—IIMTOBHIHAS
xkene3ay npu MyTamusx NKX2-1)
OTAJIOH OTBETA: Cunapomsl C THPEOUIHOW AUCIUIA3UECH — BPOKIAEHHBIC
HapyILIEHUs, IPH KOTOPBIX AaHOMAJIMU Pa3BUTHUS IIMTOBUIHOM KEJIE3bl COUETAIOTCS C
IIOPOKAMM JIPYTUX OPTaHOB.
Haubonee wu3BeCTEH CHUHAPOM «MO3r—UIUTOBUJHAS JKeJe3a—JIErkue» (Takxke
Ha3biBaeMbli cuHApoMoM benke—lllTaitn6epr—Ipuddurca), BhI3BaHHBIN MyTallUIMU
B reHe NKX2-1 (ayTocoMHO-TOMMHAHTHOE HACJIE10BAaHUE):
o ['mnotupeos n3-3a TUIOIIA3UN WU SKTONMH IIUTOBUIHOM JKEIIE3bI;
« HeBponoruyeckne HapyleHus: arero3, AWCTOHHMS, 3aJEepKKa MOTOPHOTO
pa3BUTHS;
o Jlérounele aHOMaMMU: PEUUAUBUPYIOIIME HMHPEKIHH, PECHUPATOPHBIN
JUACTPECC Y HOBOPOXKIAECHHBIX.
[pyrue cuHIpOMBI:
o Ilpu myrammsx FOXE1 — cunapom bam6u—Kappbepa (TupeonHasi areHe3us
+ pacienuHa HEOa + aTpe3us 3aJHEro Mpoxo/a).
OTU COCTOSHUS MOAUYEPKUBAIOT POJIb TPAHCKPUIILIMOHHBIX ()aKTOPOB B COBMECTHOM
HMOPUOHATILHOM Pa3BUTUU IIIUTOBUAHOM JKEJIE3bl U JPYTUX CHUCTEM.

8.CemelHbIi Meny UIApHBIN pak muToBUHOM Keme3bl (RET)

OTAJIOH OTBETA: Cemelinblii Meny UISIpHBIN pak UTOBUIHOM kele3bl (MPILDK)
— HacJIe/ICTBeHHass (opMa OmyXxosu, HCXOAsmed u3 mnapapoumukyssipasix (C-)
KJIETOK IIUTOBUIHOM KEJIE3bl, MPOAYLUUPYIOIIHNX KATBLUTOHUH.

OOycnoBiieH ayTOCOMHO-TOMUHAHTHBIMM MyTanusiMu B reHe RET (peuentop
TUPO3UHKHUHA3BI).

SIBnAeTCS KOMIIOHEHTOM CUHAPOMA MHOKECTBEHHOM YHAOKPUHHOMN HEOIUIa3UU TUNA 2
(MEN2): MEN2A: MPIIK + deoxpomonuTomMa + rumnepruia3us napanuTOBUIHBIX
xen€3; MEN2B: MPIIK + deoxpomorutoma + MapdaHOMAHOE TENOCIOKEHHE,
HEUPOMBI CIIM3UCTHIX.

[Tponunaemocts o MPIHIK — noutu 100%:; prck 1 arpecCUBHOCTh OITyXOJIU 3aBUCSIT
OT KOHKpeTHOro 3k30Ha reHa RET (Hanpumep, MyTauuu B 3K30H€ 16 — BBICOKHIA
PUCK).

[Tpodunaktuka: npopunakTHuecKas TAPEOUIIKTOMHUS B paHHEM JIETCTBE y HOCUTENEH
MyTaluu (B 3aBUCUMOCTH OT YPOBHS pHcka 1o kinaccudukanuu ATA).

['enernueckoe TectupoBanue Ha RET o6s3arensHo y Beex manuenToB ¢ MPLIDK u ux



POACTBCHHHKOB.

9.Bpoxkaéunas rumepiuiazus kopbl HaamouyeunukoB (BJIKH): CYP21A2 (21-
TUIPOKCUIIA3a) — MOJIEKYJIIPHbIE MEXaHU3Mbl, TEHOMHAsI OpraHu3allys, CEeBI0T€HbI
OTAJIOH OTBETA: Bpoxaénnas rumnepruiazus kopbl HagnoueuyHukoB (BI'KH)
BciencTeue aedunura 21-rugpokcunasel — Haubosnee yactas dopma (90-95%
cily4aeB), BbI3BaHHas MyTanusiMu B rene CYP21A2.

Monexynsapusiii mexanusMm: Jledekr ¢epmenta 21-ruapokcunazbl — HapylIeHHE
CUHTE3a KOPTU30Ja U AJIbJOCTEPOHA — HAKOIUIEHUE MPEAIIECTBEHHUKOB — N30BITOK
aHAPOTEHOB — BUPWJIN3AIINS, COJIEBOM KpH3 (B KJIaccuueckon opme).

I'enomuas opranumzanus: ['en CYP21A2 pacnonoxken B Jiokyce 6p21.3 B cocrase
RCCX-monmyns, kotopeiii comepkut Takke: CYP21A1P — HedyHKIIMOHATBHBIN
niceBaoreH (98% romonoruu ¢ CYP21A2); reast TNXB, TNXA, RP1, RP2.
[IceBnorensl u natorenes: M3-3a Beicokoii romonoruu mexny CYP21A2 u CYP21A1P
4acTO MPOUCXOASIT HEPABHBIM KPOCCHHIOBEpP M TE€HHAas KOHBEpCHs — Iepenada
MyTaIMi U3 TICEB/IOTeHA B PYHKIIMOHAIBHBIN TE€H.

bonee 95% natorennsix BapuantoB B CYP21A2 npoucxonar umenno u3 CYP21AI1P.
OTO YCIOXHSIET MOJEKYJSIPHYIO JTUATHOCTUKY U TPEOYyeT METOJOB, YUUTHIBAIOIIMX
reHOMHYI0 CTPYKTYpy (MLPA, nonrocekBeHCHHT).

10.Penxue dhopmer BJIKH: CYP11B1, HSD3B2, STAR, CYP17Al1

OTAJIOH OTBETA: Penkue QopMbl BpOXIEHHON TrUIepIia3ud  KOpBI
HaanoyeyHukoB (BI'KH) Bei3Banbl nedextamu 1pyrux GepMeHTOB CTEPOUIOTCHE3A:
CYPIIBI1 (11B-rugpokcuinasa): nepuuuT  KOpTU30ia,  M30BITOK 11-
N€30KCUKOPTUKOCTEpOHA —  apTepuajbHas TUNEPTEH3US +  BHUPUIIU3ALIMSL.
HacnenoBaHune — ayTOCOMHO-PELIECCUBHOE.

HSD3B2 (3B-rumpokcuctepouieruaporeHaza): OJOK CHHTE€3a BCEX CTEPOHUIOB
(KOpTHU30J1, AJIbJOCTEPOH, MOJIOBbIE TOPMOHBI); y MAaJbYMKOB — HEIOCTaTOYHAs
BUpWIN3aLNs (MUKPOIIEHHUC, TUIIOCTIAN); Y J€BOUEK — JIETKasi BUpHiIn3auus (13-3a
nepudepudeckoro AEHCTBUS JErHIPOINUAHAPOCTEPOHA). MOXKET CONMPOBOXKAATHCS
COJIEBBIM KPHU30M.

STAR (cTapowmoreHHBI OCTPOPETrYISATOPHBIA O€J0K): HapylIeHHWE TPaHCIOopTa
XOJIECTEpUHA B MUTOXOHAPUU — JIMMHI03 HaANO4YeYHUKOB (Oosie3np Jlrommura);
TsDKENAs HAANMOYEUHUKOBAsE HEJIOCTATOUYHOCTh Y HOBOPOXKIEHHBIX OOOMX MOJOB +
HapyILIEHUE TTOJIOBOTO PA3BUTHS Y MAIbUHUKOB.

CYP17A1 (170-ruapokcunaza/l7,20-nmuaza): aedUIUMT KOPTHU30Jia M TOJIOBBIX
TOPMOHOB,  M30BITOK  MHUHEPAJIOKOPTUKOUAOB;  apTepuaibHasi  TUIEPTEH3Us,
runokanuemusi; y 46,XY — xeHckuil peHoTun (u3-3a OTCYTCTBUSL aHAPOTCHOB); Y
46,XX — 3aepkKa MOJIOBOTO Pa3BUTHSL.

Bce ¢hopMbl — ayTOCOMHO-peieCCUBHBIE; TPEOYIOT CIEU(PUIECKON TOPMOHATBHON U
TE€HETUYECKOM TUarHOCTUKU.

11.CuHOpOMBI  C  MHOYKECTBEHHOW  SHIOKPUHHOM  HEIOCTAaTOYHOCTBIO U
HaJIMOYEYHUKOBOU HenocTaTrouHOCThI0 (MC2R, MRAP)
OTAJIOH  OTBETA: CuHIpOMBI € MHOXXECTBEHHOM  3HIOKPUHHOM



HEJOCTATOYHOCTRIO M HAJAIIOYSCYHUKOBOM HEJOCTATOYHOCTHIO, cBA3aHHbIe ¢ MC2R n
MRAP, oTHOCATCS K BpOXIEHHON H30JMpoBaHHOW Hemocrtarounoctn ACTH-

penenTopa:
e« MC2R — ren, xomupyrommii penentrop AKTIT Ha KieTkax Kopbl
HAAMOYCUYHUKOB.

« MRAP (Melanocortin 2 Receptor Accessory Protein) — 0eok, HeOOXOAMMBIi
JUId TpaHcnopTta u pyHkuonuposanus MC2R.

Mytaimn B MC2R  (ayrocomHo-peneccuBHbie) und  MRAP  BeI3bIBaror
pe3ucteHTHOCTh K AKTI' — HapymeHne CTUMYISUHAM KOPBI HAANOYEYHHKOB —
BTOpUYHas (LEHTpalibHas 1O (EHOTHIy) HAANOYEYHUKOBAS HEJOCTATOYHOCTb,
HECMOTpsI Ha BbICOKHI ypoBeHb AKTI.
Knuuuka (mposiBiasieTcss B MJIQJICHUYECTBE): TUIOTIUKEMHUS, KEITyXa, TUIIOTOHMS,
runepnurMenTanus koxu (u3-3a Beicokoro AKTI'), coxpaHeHa (yHKIHS MOJOBBIX
KeJE3 U UIUTOBUHOMN XKeJie3bl (B OTIIMYUE OT TUIIONUTYUTapU3Ma).
JInarso3 NOATBEPXKAACTCSI TEHETUYECKH; JIEYEHUE — 3aMECTUTEIbHAs Tepanus
TIFOKO- 1 MUHEPAJIOKOPTUKOUIAMH.

12.MODY (Maturity-Onset Diabetes of the Young): GCK, HNF1A, HNF4A, HNF1B
OTAJIOH OTBETA: MODY (Maturity-Onset Diabetes of the Young) — rpynma
MOHOTEHHBIX (hOpPM caxapHOro Auadera ¢ ayTOCOMHO-TOMUHAHTHBIM HACJIEIOBAHUEM,
Ne0I0TOM B IETCTBE/IOHOCTU M COXPAHHOW CEKpeLUe NHCYIHMHA.

OcCHOBHBIE T€HbI 1 OCOOCHHOCTH:

GCK-MODY (MODY 2):

— MyTalus TJIFOKOKMHA3bl —> «IOBBIMIEHHBIA MOPOT» TJIIOKO3bl ISl CEKPELUU
WHCYJINHA;

— Nérkas cTabuibHas TUIEPIIIMKEMUS C POKIACHUS, 4YaCTO HE TPEOYyEeT JICUEHHUS.
HNF1A-MODY (MODY 3):

— MPOTPECCUPYIOMIHKN TePUITUT UHCYITNHA;

— BBICOKAsl YyBCTBUTEIBLHOCTH K CYJIb()OHUIMOYECBUHAM;

— TJIMKO3YpHS TPU HOPMAIBHOU TTTUKEMUHU.

HNF4A-MODY (MODY 1):

— MaKpOCOMUSI PU POKJACHUU, HEOHATATIbHAS TUIIOTIMKEMUSI;

— TM03XKEe — TMPOrpecCUpyIoluil auabeT, TakXKe XOpOoIlo OTBEYaeT Ha
CYJIb()OHUIIMOUYECBUHBI.

HNF1B-MODY (MODY 5):

— DKCTpAIlaHKPEATUYECKUE MPOSABIICHUS: TOYEYHBIE KUCThI, aHOMAJIMU MOYETIOJIOBOM
CUCTEMBI, TAHKPEATUYECKAST HEJOCTATOYHOCTb;

— nuabeT yacTto TpedyeT UHCYJIMHA.

['enetnueckas quarHoctuka MODY kputudHa aJist BBIOOpa T€panuuy 1 MporHo3a.

13.Heonaranpusiii nuadet: KCNJ11, ABCCS, INS
OTAJIOH OTBETA: HeonatanpHbiii quaber — peakas ¢hopma caxapHoro auadera,
pa3BUBAIOIIAsACA B MIEPBbIC 6 MeCALEB KU3HU. HaCTO UMEET MOHOTEHHYIO IPUPOAY:
« KCNJ1I1 u ABCCS8: Komupytor cyOveaununnbl ATO-4yBCTBUTEIBHOTO
kanueBoro kaHana (KATP) B-knetok momxenynodHoi >kenespl. Myrtauuu —



KaHaJI OCTa€TCs 3aKpbhIThIM — HapyLIEHUE CeKpeuuu HHCynuHa. JleueHue:
OONBIIMHCTBO  MAIIMEHTOB  YCIENIHO TMEPEBOASTCS C  HMHCYJIMHA Ha
CyJIb()OHUIMOUEBUHBI (CTUMYIUPYIOT 3aKPHITUE KaHATA).

o INS: Myrauuu B reHe MHCyJIMHAa — HApYyLICHUE CUHTE3a WJIM CBOPAYMBAHMS
MPOUHCYJIMHA — JHJOIUIA3MaTUYECKU cTpecc U rubenb B-kierok. Jleuenue:
TpeOyeT MHCYJIMHOTEPATTHH.

HeonatanbHbiil AuabeT MOXKET ObITh TPAH3UTOPHBIM UJTU TTOCTOSIHHBIM; TEHETUUECKOE
TECTUPOBAHUE 0053aTENIBHO I BBIOOpA TEpanuu U MPOrHO3a

14.Cunnpomsl ¢ quaberom: curapoM Bomsdpama (WFS1), cungpom IPEX (FOXP3)
OTAJIOH OTBETA: Cunapomsl ¢ AnabeToM — HacleACTBEHHbIE 3a00JIeBaHus, IPU
KOTOPBIX CaxapHbId AUAOET SABISIETCS OJHUM M3 KOMIIOHEHTOB MYJbTHOPTIaHHOIO
NOPAKEHUS:

Cunnpom Bonbdpama (DIDMOAD):

— AYyTOCOMHO-PELIECCUBHOE 3a00JI€BaHKe, BbI3BaHHOE MyTalusiMu B rene WES1.

— Knunuka: nuaber 1 tuna (B n1eTcTBe), aTpousi 3pUTEIBHOIO HEPBA, HECAXapHBIM
nuaber, TIyxoTa, HellpojereHepanusi.

— Jlnabet oOyciioBieH noTepel B-KJIEeTOK U3-3a 3HI0IIa3MaTUYECKOT0 cTpecca.
Cunapom IPEX (Immune dysregulation, Polyendocrinopathy, Enteropathy, X-linked):
— X-clemieHHoe 3a00eBaHue, BbI3BaHHOE MyTalusiMu B Tene FOXP3, kputruunom
JUIsL QYHKIMU PETYISITOPHBIX T-KIETOK.

— Kuunuka: ayrouMMyHHBIM [uaber (B MIaJeHYeCTBE), TsOKEMass auapes
(aHTEpOmaTHs), FK3eMa, APYrHe ayTOMMMYHHbIE MOpa)KeHUs (IIUTOBHUIHAS Kele3a,
KpPOBb).

— Tpebyetr UMMYHOCYTIPECCHUU WJTU TPAHCIIAHTAMK KOCTHOTO MO3ra.

Oba cuHapOMa MOAYEPKUBAIOT BaXKHOCTh T€HETHMYECKOW AMArHOCTUKHU MPHU paHHEM
Hayaje 1uabeTa ¢ HeTUIMMYHBIMU OCOOEHHOCTSMH.

15.TToaxone! k Teparmuu MODY nuabera Ha OCHOBE T€HOTHUTIA

OTAJIOH OTBETA: [Toaxoas! k Tepannt MODY Ha OCHOBE T€HOTHIIA:
GCK-MODY (MODY 2):

— Jl€érkast crabuibHasi TUNEPTIMKEMUs, He TpeOyeT MeAMKaMEHTO3HOH Tepamuu,
JleYeHre UHCYIMHOM/TIEpOPaIbHBIMU NpenapaTaMu HEelenecoo0pasHo.
HNF1A-/HNF4A-MODY (MODY 3 u 1):

—  Bpicokas  4yBCTBUTENBHOCTH K  CyJIb(GOHHIMOYEBHHAM  (Hampumep,
rIIMOEHKIIaMHU/);

— YacTo no3BOJISIOT OTKA3aThCS OT UHCYJIMHA JIaXKe TIPU ITTUTEIIbHOM TEUEHUH.
HNF1B-MODY (MODY 5):

— Yacto compoBOXAACTCA JK30KPUHHOM HEIOCTATOYHOCTHIO MOKEIYJ0YHOU
JKEJe3bl ¥ TIOYCYHBIMU aHOMAJTHSIMU;

— Jlnabet 00bIuHO TPEOYyET MHCYIUHOTEPAIIUH.

['enotunupoBanne mnpu  mogo3penun Ha  MODY  mo3Bonsier  BbIOpath
MEePCOHAM3UPOBAaHHYI0, dJ(PGEeKTUBHYI0O ©  0e30MacHyl Tepamuio, u3oeras
HEO0OOCHOBAHHOTO Ha3HAUYEHUSI HHCYJIMHA.



16.I'enst nudpepenumporku nmona: SRY, NRSA1, WT1, DHH, SOX9

OTAJIOH OTBETA: I'ennl auddhepeHInpoBKY M0JIa y4acTBYIOT B Pa3BUTUM FOHAJT U

(bopMHUPOBAHUU MY>KCKOTO MJIH JKEHCKOTO (PEHOTHIIA:

« SRY (Y-xpomocoma) — «rJaBHBIH IEPEKIIOYATEIbY MYMKCKOIO Ppa3BHTHS;
uHUuLuupyetr auddepeHuupoBKy ronan B suuku. Mytamuun — 46,XY DSD
(>KeHCKHI1/aMOUTyO3HBIN (DEHOTHIT).

o SOX9 — xumoueBoit reH, aktuBupyeMbiii SRY; HeoOxoaum ist hopMUpoOBaHUS

anuek. ymmmkanun — 46, XX Myxckoil penorun; aeneunn — 46,XY DSD.

NR5AL1 (SF1) — perynsTop pa3BUTHS TOHAJ W HAAIMOYCYHHKOB, MyTaIllMd —

46,XY DSD c runomna3suei su4eK, HHOTAa HaAIIOYCUHUKOBAS HEIJOCTATOUYHOCTb.

WT1 — BaxkeH aJisi pa3BUTHS MOYEK W TOHAJ; MYyTallMU BBI3BIBAIOT CUHIPOMBI

Henuc-/pama u ®peitzepa (46,XY DSD, nedpobiactoMa, aHOMAJIUU MMOYEK).

DHH (Desert hedgehog) — y4actByet B muddepenupoke kierok Cepronu u

GbopMHpPOBaHUM MYXKCKMX TIOJNOBBIX myTed; wmyramuun — 46,XY DSD c

nepudepruuecKoi TUCreHe3nen.

MyTanuu B 3TUX reHaX — 4YacThle MPUYNHBI HAPYIICHHH 10s10BOoTO pa3sutus (DSD)

y IETEH.

17.AHApOTEHUTANIBHBI  CHUHIIPOM, CHHIPOM HEMOJHOM/MOJHON  aHAPOTCHHOU
pesuctenTHocTH (AR)

OTAJIOH OTBETA: AHIpPOr€HUTAIBHBIM CHHAPOM — YCTApEBUIEEC Ha3BaHUE
BpOXKAEHHON runepruiazun Kopel HaanoueunukoB (BI'KH) ¢ nedurmurom 21-
TUAPOKCUIIA3bl y eBouek (46,XX), npuBoasIel K BAPUIM3AIMN HAPY>KHBIX TOJIOBBIX
OpraHoOB MPU HOPMAJIbHBIX SMYHUKAX U MATKeE.

CHUHAPOM aHIPOTEHHOW PE3UCTEHTHOCTH — HAPYIICHUE ACHUCTBHUS aHIAPOTECHOB Yy
MaabuuKOB (46,XY) u3-3a myrauuii B rene AR (peuentop aHaporeHoB), HacIeAyeTcs
X-CILIeTIEHHO:

[Tonnast anaporennast pesucteHTHOCTH (PAIS): ®denoTun — >KeHCKUi, TEepBUYHAS
ameHopesi, OTCYTCTBUE MaTKH, SUYKU B OPIOLIHOW MOJIOCTH/TIaxy; BHICOKUH YPOBEHb
tectoctepona u JII'.

Hemnonnas anaporennas pesucteHTHOCTH ([AIS): AMOUTyO3HBIC WM HEOPA3BUTHIC
MY’>KCKHE Hapy>KHbIE TII0JIOBbIE OpTaHbl (MHUKpPONEHHC, TUNOCHanus, OuduIHBINA
MOIIIOHKA).

JlnarHo3  mOATBEpKOAETCA  TIE€HETUYECKH; JIEYEHWE — TOPMOHAIIBHOE U
XUPYPTUYECKOE, C YYETOM I'€HACPHON UACHTUYHOCTH.

18.I'unoronanotponubiii runoronagusM: KAL1, GNRHR, PROKR2
OTAJIOH OTBETA:
['unoronanotponueiii  runoroHagusm (I'T) —  cocrostHue, mpu  KOTOPOM
HenocTaTouHasi cekperusi roHagorponuuoB (JII, @CI') npuBOAMT K HapyUIECHUIO
MIOJIOBOTO Pa3BUTHUS U (DYHKIIMH TOHA].
OCHOBHBIE I'€HBI:

o KAL1—xoaupyer 6e0k aHO3MUH- | ; MyTaliuu BbI3bIBatOT cuHApoM Kannmana

(I'T + anocMmust); HacineaOBaHUE X-CIIETJICHHOE.
« GNRHR — peuentop roHagOTpONUH-PUIM3UHT TOPMOHA; MYyTalUud —



u3onupoBaHHbii [T 6€3 aHocMuK; ayTOCOMHO-PELIECCUBHOE HACTIEI0BaHUE.

« PROKRZ2 — yuactByer B Mmurpamuu HeilpoHoB GnRH wu3 oOGoustenbHOIM
JYKOBUIIBI, MYTallUM AacCOUMUPOBaHbl C cuHApomMoMm Kamnmana wiun
m3onupoBanHbiM  ['T;  HacnemoBaHue  ayTOCOMHO-IOMHUHAHTHOE  WJIU
PELECCUBHOE, YaCTO C HEMOJIHOW MMEHETPAHTHOCTBIO.

KnuHuka: 3aaep:kka/oTCyTCTBUE IMOJIOBOTO CO3pEBaHUs, WH(DAHTUILHBIE HApYKHBIC
MIOJIOBBIE OpPraHbl, HU3KUE YPOBHU TecTocTepoHa/scTpaauona u JII/DCT'. Jleuenune —
3aMECTHUTEIIbHAsl TOPMOHAJIbHAs Tepanus Win mynbc-repanus GnRH.

19.MuosxectBenHas sHnokpuHHas Heorutasus (MEN1, MEN2, MEN4)

OTAJIOH OTBETA: MHoxecTBeHHass »SHJIOKpuHHass Heomuazusa (MOH) —
HACJIEICTBEHHbIE  CHHIPOMBI, XapaKTEPU3YIOLIMECS  OMYyXOJIAMH/TUIEepILIa3uen
HECKOJIbKUX YHJAOKPUHHBIX JKEJE3.

MENI (ayrocomHO-goMuHaHTHBIN, TeH MEN1):

—  «Tpuaga»: omyxoau  MAapalIMTOBUIHBIX  JKeNE3  (TuUmepmapaTHUpeo3s),
HOJKEITYI0YHOM JKeJie3bl (raCTpUHOMA, MHCYJIMHOMA), Tunodu3a (MpolakTHHOMA).
— Taxoke: onmyxoau HaANOYEYHUKOB, KAPLUHOUIBI.

MEN2 (ayTocomHO-noMuHanTHbIH, reH RET):

— MEN2A: meaysmisipabiii pak nmutoBuaHou xenessl (MPHIXK), ¢peoxpomoriuroma,
TUIEPILIA3Hs MapaluTOBUAHBIX JKEIIE3.

— MEN2B: MPIIX (arpeccuBHblii), (peoXpoMOLUUTOMA, HEUPOMBI CIHU3UCTHIX,
Map(haHOUIHOE TENOCIOKEHHUE.

— IlpodunakTuueckas THpeOUAIKTOMUS Yy HocuTene myrauuid RET.

MEN4 (aytocomHO-noMuHanTHbIN, TeH CDKNI1B):

— @ecHotun cxoxk ¢ MENI, HO OOBIYHO MeHee BBIPAXKEHHBIN; MOpPaXKEHUE
NapaluTOBUIHBIX KeN€3, runodusa, peko — MOIKETyI0YHOU KeIe3bl.
['eHeTnyeckoe TecTUpOBaHHE O00A3aTENBHO JUIs JMArHOCTUKM W CKPUHHMHTA Yy
POJICTBEHHUKOB

20.Cunnpowm Ileittin—Erepca (STK11)
OTAJIOH OTBETA: Cunnpowm Ilelitu—Erepca — peakoe ayToCOMHO-IOMUHAHTHOE
HaCJIeICTBEHHOE 3a0oisieBaHue, BbI3BaHHOe MyTtanusamu B reHe STKI11 (LKB1),
KOTOPBIU ABJISIETCS CYIIPECCOPOM OITYXOJIEH.
OCHOBHBIE NIPU3HAKHU:
o [Ilurmentanmsi caM3UCTBIX o00O0JIOUEK (TEMHBIE TMATHA Ha Ty0ax, IIIeKax,
nasbliax);
o T'amapromarosubie nonunel B XKT (yamie B TOHKON KHUIIKE), CKIOHHBIE K
WHBarvHaIy U KpOBOTCUCHHUIO;
o IlOBBINIEHHBIN PUCK 3JI0KAYECTBEHHBIX OIYXOJICH:
— KT (kosopeKTalIbHBIN, KTy I0YHbIN, TAHKPEATUYECKHUI paK),
— DHJIOKPUHHBIE OMYXO0JIN: 0COOCHHO MaHKPEATUYECKUE HEMPOIHTOKPUHHBIE
OMYXO0JH (MHCYJIMHOMbI, TACTPUHOMBI),
— Pak Momo4HOW ’kelle3bl, SWYHUKOB, INCHKM Matku, sudek (Sertoli-
KJIETOYHBIE OMYXOJIH).
CunzmpoMm TpeOyeT NOKU3HEHHOTO OHKOIHIOKPUHOJIOTHYECKOTO HAOMIOACHUS |



ckpuHuHra. I'enernueckoe tectupoBanne Ha STKI11 moarBepkmaer auarHos u
MO3BOJIIET IPOBOIUTH IPEBEHTUBHOE OOCIIEIOBAHUE Y YJIEHOB CEMBH.

21.Cunnpom MakKsrona—Onbpaiita (GNAS)

OTAJIOH OTBETA: Cunapom MakKbtona—OnOpaiita — peakoe cropaandecKkoe
3a00JieBaHUE, BHI3BAHHOE COMATHMYECKUM MO3aMYHBIM AKTUBUPYIOIIUM MYTallMsiM B
rede GNAS (kogupyeT a-cyobeauHuily ctumynupytomiero G-oenka, Gsa).
Knaccuueckas tpuana:

1. KodeitHo-MOM0UHBIE NMATHA (TUTIEPIIUTMEHTAIHS C «3a3YOPEHHBIMIDY KPasiMHu );

2. Ilommoctotuueckass (ubOpo3Has aucIIa3us (3aMelleHue KOCTHOW TKaHU
bubpo3HON);

3. DHIOOKpHHHBIE THUNEPPYHKIIMH — dHalle MPekICBPEMEHHOE TI0JIOBOE
CO3pEBaHUE y JEBOYEK (M3-32 ABTOHOMHOM AaKTHBAlMU SIMYHHUKOB), TaK¥kKe:
TUIIEPTUPE03, aKPOMET AU, TUIIEPKOPTULIU3M.

3a0osieBaHue He Hacleayercss (MyTauuss BO3HUKAET IOCT3UTOTHYECKH), TSHKECTb
3aBUCUT OT CTENIEHH Mo3aunu3Ma. JledeHne — CHUMITOMaTUYECKOE, C YYETOM
NOPAKEHHBIX CHCTEM.

22.Cunapom PAConatuii (Hanpumep, Helipopudopomatos — NF1)

OTAJIOH OTBETA: Cungpombl PAConatuii — Tpylna HacleICTBEHHbBIX
3a00J1eBaHUM, BBI3BAHHBIX MYTAIMSIMA B T'€HAX KOMIIOHEHTOB CUTHAJIBHOTO MYTHU
RAS/MAPK, perynupytoiero poct v 1uPpepeHIpoBKY KIETOK.

[Tpumep — neitpopudpomaros 1 tuna (NF1):

I'ern NF1 konupyet HelipopuOpoMuH — OE0K, MHTMOMPYIOIINKA aKTUBHOCTh RAS.
Mytauun — runepakruBanus nyTd RAS — H30BITOUHBINA POCT TKAHEH.
[IposiBnenus: «Kodeiinbie» mnsTHa, HelpopuOpomsel, omyxonu HHC (rimomer
3pUTEJIBHOTO HEpBa), OJHJIOKPUHHBIC HApYUICHHs: MpexXoAsias Tunepriazus
HAAMOYEUHUKOB, PEKO — (PEOXPOMOLIUTOMA, 3aJIepKKa IOJIOBOTO Pa3BUTHSL.
HacnenoBanne — ayTOCOMHO-JOMHHAHTHOE.

Hpyrue PAConatuu: cunapom Hynan, cunagpom LEOPARD, cunnpom Kocremno —
TAaK)K€ MOTYT CONPOBOXKAATHCS 3aJEPKKOM pOCTa, TMIOTOHAAU3MOM U JPYTHUMH
HIOKPUHHBIMU OCOOCHHOCTSIMHU.

23.I'ennas Tepanus u penakrupoBanue reHoma (CRISPR): tekymiee cocrositHue u
ITUKA

OTAJIOH OTBETA: T'ennas tepanus u penakrupoBanue reHoma (CRISPR) —
NepeI0BbIE METO/Ibl KOPPEKIIMHU F'€HETUYECKUX AE(PEKTOB.

Teky1iiee cocTosHue:

— I'ennas tepanus (BBeaeHUE PYHKIMOHAIBHONW KOMTUU I'€Ha, HAIPUMEp, C TOMOILBIO
BHUPYCHBIX BEKTOPOB) YK€ MPUMEHSETCS IPU HEKOTOPBIX 3a00JIeBaHUAX (CIIMHAJIbHAS
MBIlIeYHast aTpodus, BpoxkAEHHas amaBpo3us Jlebepa, remodpunus B).

— CRISPR/Cas9 no3Bomsier Touno «peaaktupoBatsy» JIHK; ycnemno ucnons3yercs
IN Vitro ¥ B KIMHUYECKMX HCHBITAHUSX (HAMPUMEpP, MPU CEPHOBUIHOKICTOYHOM
aHeMHH, 3-TaJacCeMun).

— IlpuMeHeHue y neTeil ¢ MOHOT€HHbIMU 3HIOKpuHonaTusMu (Hanpumep, BI'KH,



HEOHATAIBHBIN A1A0eT) oK YKCIIEPUMEHTATIBHOE.

DTHUYECKHE ACIIEKTHI:

— Comaruueckasi Tepanus (BIUsSET TOJHKO Ha IMAIlUEHTa) CUMTACTCS ITUYHOM IpH
coOJIr0IeHNH 0€30IaCHOCTH.

— PenaxktupoBanue repmlinHoil KJIETKU WM SMOPHUOHOB 3aMpeIeHO B OOJIBIIUHCTBE
CTpaH — W3-3a PHUCKOB HEMPEJCKa3yeMbIX TMOCICACTBUH M BO3MOXXHOCTH
«IU3AaUHEPCKUX JIETEN.

— KirroueBbie mpuHIUMIBL WHOOPMUPOBAHHOE COTJIACHE, MPO3PAYHOCTH, 3alpeT Ha
IBICHUKY.

Taxkum 00pa3oM, TEXHOJIOTHH MTEPCIEKTUBHBI, HO TPEOYIOT CTPOTOTO PETYIUPOBAHUS
U MEXIUCIUTUIMHAPHOTO ATHYECKOTO KOHTPOJIS.

llopsaooxk nposedenus ycmnoz2o onpoca:

Ompoc  (yCTHBIM) TOPOBOAMUTCS HA  KaXIOM  NPAKTUUYECKOM  3aHSTHUU.
[IpenycmatpuBaer pazbop mMarepuana 3aHSATHS COTJACHO €ro TeMAaTHKE, MO3BOJIIET
aBTOMATU3UPOBATH MPOIEAYPY OIICHKUA YPOBHS 3HAHUN U YMEHUN 00y4YaroIIerocs npu
BBITIOJIHEHUHU  CaMOCTOSITENIbHOM  pa®oThl. [ 71aBHBIM  ABJISIETCSL  OIpECIICHUE
POOJIEMHBIX MECT B YCBOGHUHU MaTepualia U (PMKCUPOBAHNE BHUMAHUS 00yJaroIuXCsl
Ha CJIO’KHBIX MTOHATHUSIX, ABICHUSAX, IIPOLIECcCaX.

Kpumepuu oyenueanus ycmnozo onpoca:

«Omauuyno» — BCECTOPOHHEE, CHUCTEMaTHYeCKOe U TIyOOKoe 3HaHWEe y4eOHOro
Marepuanga, OCHOBHOM M JOMOJHUTEIBHOW JIMTEPATypPhl, B3aMMOCBSI3M OCHOBHBIX
MOHSATUM AUCIUILIMHBI B MX 3HaYCHUM Ji proOpeTraemoit npodeccuu. [IposiBienue
TBOPYECKUX CIIOCOOHOCTEH B MOHUMaHUU, U3JI0KEHUU M HCIOJIb30BAHUM Y4eOHO-
MPOrpPaMMHOr0 MaTepuarna.

«Xopouioy — MOJIHOE 3HaHUE y4eOHOro MaTepHraja, OCHOBHON PEKOMEHIOBAaHHOM K
3aHATHI0. OOyJaroNTUiCs MOKa3bIBaeT CUCTEMHBIM XapakTep 3HAHUM 1O JUCIUILINHE
1 CIIOCOOCH K CaMOCTOSITEIIbHOMY TIOIOJTHEHHUIO U OOHOBJICHUIO B X0JI€ JaJbHCHIIICH
y4eOHOM paboThl U TPO(PECCHOHATILHOM eI TELHOCTH.

«Yooenemeopumenvnoy» — 3HaHHE Y4eOHOTO MaTepuaia B 00beMe, HEOOXOUMOM
JUI  TAIBHEWIIETO OCBOEHUS JUCUMUIUIMHBI, 3HAKOM C OCHOBHOM JIUTEPATYPOU,
PEKOMEHIOBAaHHOM K 3aHATHIO. O0yUaromuics JOMyCKaeT MOTrPEIIHOCTH, HO 00J1aaeT
HEO0OXOIMMBIM 3HAHUSIMU JJIsI UX YCTPaAHEHUsI 0T PYKOBOJCTBOM IPEIOIaBaTesl.

«Heyooenemseopumenvro» — 00HaApYKUBAIOTCS CYIIECTBEHHBIE MPOOEIBbI B 3HAHUAX
OCHOBHOTO YYEOHOTO MaTepuaia, JOMYCKAITCs MPUHUIUMHAIBHBIE OIIMOKK MpHU
OTBETE Ha BOIPOCHI.

Tect
Pa3znen 1 «OCHOBBI MOJIEKYISIPHOM F€HETUKH JETCKOM SHAOKPUHOIOTUU»

Bbi0epuTe 01MH NPABWIbHBINA BAPHUAHT O0TBETA.



Komnerennuun: YK-1,
1. TTIPOLHECC CMHTE3A MPHK HA MATPUIIE IHK HA3BIBAETCS1
1) perummKanus
2) TpaHCIALUA
3) TpaHCKpHUILIUA
4) CHJIauCUHT
5) penapanus
OTAJIOH OTBETA: 3

Komnerennun: YK-1,
2. KOOUPYIOIIME IIOCJIIENOBATEJIBHOCTHU TI'EHA, BXOIJAIIWME B

3PEJIYIO MPHK, HA3BIBAIOTCA
1) MHTPOHBI

2) TIIPOMOTOPBI

3) 3K30HbI

4) >HXaHCEPHI

5) TepMHUHATOPBHI
OTAJIOH OTBETA: 3

Komnerenuun: YK-1,
3. OJHOHYKJEOTUJHBI TIOJIMMOP®U3M (SNP) IIPEJCTABJISIET
COBOU
1) neneuuro yyactka JHK ajauHoi 6osiee 1000 map HyKJI€OTHIOB
2) 3aMEHY OJIHOTO HYKJICOTH/Ia Ha IPYroi B ONpeaeIEHHON MO3UIIMHU TeHOMA
3) AYIUIMKAIMIO IEJI0T0 TeHa
4) WMHBEPCUIO XPOMOCOMHOI'O CETMEHTA
5) TpaHCJIOKAILMIO MEXIY XpOMOCOMaMuU
OTAJIOH OTBETA: 2

Komnerenuun: YK-1,
4, CDPEPIMHH/KDT-MYTALII/IH BO3HUKAET ITPU
1) 3aMeHe OJJHOr'O HYKJICOTHU/Ia HA APYTrOn
2) nesenyu TpEX HYKJIEOTUI0B
3) MHCEpLUUU OOHOTO HYKJIEOTHIa
4) MyTaluu B IPOMOTOPE I'eHa
5) CILTAMCHHIE DK30HA
OTAJIOH OTBETA: 3

Komnerenuun: YK-1,
5. TP AYTOCOMHO-PELIECCMBHOM HACIJIEJOBAHNN 3ABOJIEBAHHUE
[MTPOABJIAETCA
1) y Bcex Jerer OOJBHOTO POAUTEINS
2) TOJIbKO y MaJb4UKOB
3) TOJBKO IPH HATMYMH IBYX MYTAHTHBIX aJlJIENIeH
4) y 50 % MoTOMKOB I'€TEpO3UTOTHOTO POJUTENS



5) y BCEX HOCHUTEJEH OJTHOIO MyTAHTHOTO AJLIEJIS
OTAJIOH OTBETA: 3

Komnerenuun: YK-1,

6. MO3AUL3M OTJIMYAETCA OT XUMEPU3MA TEM, UTO
1) BO3HHMKAET TOJILKO Y OJTHOSTHIIEBBIX OJIM3HEIIOB
2) CBsI3aH C HACJEJIOBAHUEM MTIHK OT OTIa
3) 00ycCIOBJIEH MyTaIllMEeH B OJTHOM 3UTOTE TTOCIIC OTUIOOTBOPEHUS
4) Bcerja NPUBOJUT K JIETAIbLHOMY UCXOIY
5) 3aTparuBaeT TOJHKO MOJOBBIE XPOMOCOMBI

OTAJIOH OTBETA: 3

Komnerennuun: YK-1,
7. BBICOKAA IIEHETPAHTHOCTb 'EHA O3HAYAET, UTO
1) TpU3HAK OPOSIBJISETCA C Pa3HOM CTEIECHBIO TSHKECTH Y Pa3HbIX HOCUTEIICHU
2) y OOJIBIIIMHCTBA HOCUTEJICH MYTallMU HAOIIOaeTCs KITMHUYECKOE MPOSBICHUE
3) TEH BIMSIET Ha HECKOJIBKO (DEHOTUIMMYECKUX ITPU3HAKOB
4) MyTaIus JOKaJIM30BaHa B HEKOAUPYIOIIEH 001acTH
5) 3a0oseBaHKe MIEpeaaéTCs TOJIBKO M0 MY>KCKOH JTMHUU
OTAJIOH OTBETA: 2

Komnerenuuu: YK-1,
8. KAPUOTUIIMPOBAHMUE ITO3BOJIAET BbBISIBUTH
1) OIHOHYKJIEOTH]IHBIE 3aMEHBI
2) YPOBEHB DKCIIPECCHUU I'€Ha
3) XpOMOCOMHBIE AHEYTUIOUAUN U KPYIHBIE CTPYKTYPHBIE IEPECTPONKHU
4) METUJIUPOBAHUE JTHK
5) mukpojaeneuuu pazmepom meHee 1000 map HyKI€0THIOB
OTAJIOH OTBETA: 3

Komnerennun: YK-1,
9. METO/ ITLP UCIIOJIb3YETCSA 1A
1) ompeneneHus NoCIeI0BaTENbHOCTH HYKJIEOTHIOB
2) BHU3yalIM3allUd XpOMOCOM
3) ammumM@uKalnuu crienuPrUueckoro yyactka JHK
4) aHaju3a dKCIpeccuu OENKOB
5) W3Y4YEeHHUS] MUTOXOHAPUAITBHON (YHKIIHH
OTAJIOH OTBETA: 3

Komnerennun: YK-1,
10.3K30MHOE CEKBEHUPOBAHMUE T1IO3BOJISIET AHAJIM3UPOBATD
1) BCIO MUTOXOHJIPHAJIbHYIO JTHK
2) TOJIBKO PETYJISTOPHBIEC AEMEHTHI T€HOMA
3) BcCe K30HBI MPOTEUH-KOAUPYIOIINUX T€HOB
4) TOJIBKO XpOMOCOMBI 1-22



5) TOJIbKO T'€HBI, CBSI3aHHBIE C YHIOKPUHHBIMU 3a00JI€BaHUSIMU
OTAJIOH OTBETA: 3

Komnerenuun: YK-1,
11.HEMHBA3VBHAA ITIPEHATAJIbHAA JUATHOCTHUKA (HHAIIT)
OCHOBAHA HA AHAJIN3E
1) aMHHOTHUYECKOM KHJIKOCTU
2) XOPHUOHAJIBHOM TKaHU
3) cBOOOJHO LUPKYIUPYIOUICH PeTaTbHOM THK B KDOBH MAaTEPH
4) KJETOK ITyITOBUHHON KPOBH
5) YIbTPa3sBYKOBBIX MapKeEPOB ILJIOAA
OTAJIOH OTBETA: 3

Komnerenuun: YK-1,
12.IUIEMOTPOIINS — ATO CIIOCOBHOCTH OJTHOI'O T'EHA
1) HOAABIATH SKCHPECCUIO IPYTUX T'€HOB
2) KOAMPOBATh HECKOJIBKO OEJIKOB 3a CUET aJlbTepPHATUBHOTO CILJIaiCUHTa
3) BIMATH Ha HECKOJBKO (PEHOTUIMUYECKUX MPU3HAKOB
4) MyTHUPOBATh Yallle IPYTUX T€HOB
5) HacJIeIOBaThCS MO HECTAaHJAPTHOMY MATTEPHY
OTAJIOH OTBETA: 3

Komnerenuuu: YK-1,
13.®UIII (FISH) ITO3BOJISET BBISABUTH
1) TOYKOBBIE MYTAllMU B T€HE UHCYJIMHA
2) YPOBEHBb MPHK B KJIETKE
3) MHKpOAEIELUU WM AYIIUKALUA B KOHKPETHOM XPOMOCOMHOM JIOKYCE
4) TOCIEN0BATEIBHOCTh HYKJIIEOTUIOB B DK30HE

5) aKTUBHOCTH (DEPMEHTOB B HAJIIOUYCUHUKAX
OTAJIOH OTBETA: 3

YcranoBure coorBercrBue. Opopmute oTBeT B Bujae A-1, b-2, B-3.

Komnerenuun: YK-1,

14.3AJAHUE. YcTaHoBUTE COOTBETCTBUE MEXKY MPOLIECCOM HIEHTPAIHHOM TOTMBI
MOJIEKYJISIPHOM OMOJIOTHH M €r0 XapaKTePUCTUKO.

IIporecc XapaKTepUCTUKA

A) Perunkanms 1) Cunres 6enka Ha pubocome ¢ yuactuem MPHK u TPHK

b) Tpauckpunuus | 2) Konuposanue JIHK nepen nenenvem KieTku

B) Tpaucisiius 3) Cunte3 MPHK na marpunie JITHK

OTAJIOH OTBETA: A-2,b-3,B-1

Komnerennuu: YK-1,
15.3AJIAHHME. YcTaHOBHUTE COOTBETCTBHE MEXYy METOAOM I'€HETHYECKOTO aHaIu3a
U €TI0 BO3MOKHOCTSIMH.



Meton Bos3MmoxxHocT

A) KapuotunupoBanue 1) BeisiBinenue mukpopeneruit pazmepom 50—200 T.11.H.
(manmpumep, 22q11.2)

b) FISH 2) Ananu3 Bcex 3k30HOB (~20 000 reHOB)

B) Ok3oMmHOe | 3) OmnpeneneHue Yuciaa XpPOMOCOM U KPYIHBIX

CEKBEHHPOBAHUE CTPYKTYpPHBIX aHOMaJHil (>5 M6)

OTAJIOH OTBETA: A-3,b—-1,B-2

Komnerenuun: YK-1,
16.3AJIAHUE. YcraHnoBuTe COOTBETCTBUE MEXAY TEPMUHOM U €TO ONPEACIICHUEM.

Tepmun Onpenenenue

A) Annenb 1) CnocobHOCTh OJHOTO T€Ha BIUATH HA HECKOJIBKO
MIPU3HAKOB

b) [1nefioTponus 2) Pa3Hble BapHaHTBl OJTHOTO U TOT'O )K€ reHa

B) 3) CteneHb BBIPAXKEHHOCTU MPHU3HAKA Yy Pa3HbIX HOCUTEJEH

OKCIPECCUBHOCTh | OTHOM MyTalllH

OTAJIOH OTBETA: A-2,6-1,B-3

Komnerenuun: YK-1,
17.3AJTAHUE. ¥YcTranoBUTE COOTBETCTBHE MEXKY TUIIOM '€HETUYECKOTO BapraHTa U
€ro ONMCAHUEM.

Tun Bapuanta | Onucanue

A) SNP 1) BcraBka wiu ynanenue ydactka JIHK nmunoit >1000 map
HYKJIEOTHUIOB

b) CNV 2) 3amMeHa 0JIHOTO HYKJICOTHAa Ha APYTrou

B) 3) Uncepuus wim naenenys HYKICOTHIOB, HE KpaTHas TpEM,

OpeimMmudT | cABUTAIONIAS PAMKY CUUTHIBAHUS

OTAJIOH OTBETA: A-2,b-1,B—-3

Paznen 2 «I'eHeTrka HaCIEACTBEHHBIX SHAOKPUHONATUN Y JE€TEH U TOAPOCTKOB.»

Bri0epure 01MH NpPaBUJIbHBIA BAPUAHT OTBETA.

Komnerenuun: YK-1, IIK-1
1. MYTALIMM B TEHE PROP! SBJISIFOTCS HAWBOJIEE YACTOM
TTPUYMHON
1) M30JMPOBAHHOTO ACPHIINTA aTPEHOKOPTHKOTPOITHOIO TOPMOHA
2) ceMeHHOro N30JIMPOBAaHHOTO JAePUITMTa TOPMOHA POCTa
3) KOMOMHHPOBAHHOT'O HACJICICTBEHHOTO TUIIONUTYHTAPU3Ma
4) HecaxapHOro quadera IEeHTPaIHLHOTO TUIIA
5) runepruiazuu runopusa 6€3 ropMOHAIBHONW HETOCTATOYHOCTH
OTAJIOH OTBETA: 3



Komnerennun: YK-1, IIK-1
2. HE®POI'EHHBIM HECAXAPHBIN JUABET, CBI3AHHBIN C MYTAIIMEN
PELIEIITOPA BA3OIIPECCHUHA, OBYCJIOBJIEH IIOPAXKEHUEM I'EHA
1) AVP
2) AQP2
3) AVPR?2
4) PIT1
5) HNF1A
STAJIOH OTBETA: 3

Komnerennuu: YK-1, IIK-1

3. IMCT'EHE3MS UMTOBUJHON KEJE3bl IIPMU BPOXJIEHHOM
I'NMITIOTHUPEO3E HAUBOJIEE HACTO CBA3AHA C MYTALIMAMU B I'EHE
1) TPO
2) TG
3) PAXS8
4) DUOX?2
5) SLC5A5

OTAJIOH OTBETA: 3

Komnerennuu: YK-1, IIK-1
4. CUHIAPOM «MO3I-1IIUTOBUIHAS XXEJIE3A-JIETKUE» BBI3BAH
MYTALIMAMU B I'EHE
1) FOXE1
2) NKX2-1
3) TSHR
4) HHEX
5) PAXS8
OTAJIOH OTBETA: 2

Komnerennun: YK-1, IIK-1
5. CEMEMHBIN MEAVJUIAPHBIM PAK ILIUTOBUJHOM  JKEJIE3bI
ABJIIETCS KIIMHUYECKUM ITPOSBJIIEHWMEM
1) cuHIpOMa MHOKECTBEHHOM SHAOKPUHHOM HEOIIa3MH THIIA 2
2) cunapoma Bombshpama
3) cunapoma Ileiiti—Erepca
4) ueiipodudbpomarosa 1 Tumna
5) cunapoma Téphepa
OTAJIOH OTBETA: 1

Komnerennuun: YK-1, I1K-1

6. B PABBUTHUU KJIIACCUUYECKON ®OPMbI BI'KH OCHOBHVIO POJIb
NI'PAIOT MYTAILIMU B I'EHE
1) CYP11B1



2) HSD3B2

3) STAR

4) CYP21A2

5) CYP17A1
DTAJIOH OTBETA: 4

Komnerennun: YK-1, IIK-1 5
7. PEIKASd ®OPMA BI'KH, IIPU KOTOPOU VY 46,XY MAJIBUMKOB

OTMEYAETCSI HEJIOCTATOUYHASI BUPWJIM3ALIUS, A Y JIEBOYEK —
JIETKASI TUITEPTPMXO3, BBI3BAHA MYTALIMSIMU B TEHE
1) CYP21A2
2) CYP11B1
3) HSD3B2
4) STAR
5) CYP17AL
STAJIOH OTBETA: 3

Komnerennun: YK-1, IIK-1
8. MYTALIMA B '’EHAX MC2R NJIM MRAP ITPUBO/JIAT K
1) mepBUYHOM HAAMOYCYHUKOBOW HEAOCTATOUHOCTH C THIIEPIUTMEHTAITUCH
2) W30JMPOBAHHOM KOPTH30JIPE3UCTEHTHOCTH
3) PE3UCTEHTHOCTH K aKTI' C BTOPUYHOM HAAMOYCUHUKOBOW HEIOCTATOUHOCTHIO
4) deoxpomonuTome
5) rumnepaabIoCTepOHU3MY
OTAJIOH OTBETA: 3

Komnerennun: YK-1, IIK-1
9. MOJU-IUABET, XAPAKTEPU3VIOIIMUCS JIETKOM CTABUJIBHOU
TUIEPTJIMKEMUEN C POXJIEHWS W HE TPEBYIOLIUU JIEYEHW,
CBSI3AH C MYTALIUSIMU B 'EHE
1) HNF1A
2) HNF4A
3) GCK
4) HNF1B
5) INS
STAJIOH OTBETA: 3

Komnerenuun: YK-1, I1K-1

10.HEOHATAJIbHBIN JINABET, [TOJJIAIOLITANCS JIEHEHUTIO
CYJIb®@OHNJIIMOYEBNHAMMU, YAIIE BCEI'O OBYCIJIOBJIEH
MVYTALMAMU B I'EHE
1) INS
2) GCK
3) WFS1
4) KCNJ11



5) FOXP3
STAJIOH OTBETA: 4

Komnerennun: YK-1, IIK-1

11.CMHAPOM  BOJIbOPAMA  XAPAKTEPU3VETCA  COYETAHUEM

JANABETA, ATPO®NU 3PUTEJIBHOI'O HEPBA U
1) runepnapatupeosa

2) HecaxapHoro auabdera

3) (heoxpoMOITUTOMBI

4) HaINOYEYHUKOBOH HEJIOCTATOYHOCTH

5) runortupeosa
OTAJIOH OTBETA: 2

Komnerennun: YK-1, IIK-1
12.CUHIPOM IPEX BbBI3BBAH MVYTAIIMAMU B TEHE
[MPOSABIIAETCA
1) MOHOTCHHBIM JHa0eTOM 0€3 UMMYHHBIX HAPYIIICHUN
2) ayTOMMMYHHBIM TUa0ETOM, SHTEPONAaTHEH 1 FK3EMOi
3) TpaH3UTOPHBIM HEOHATAIBHBIM TUA0CTOM
4) TOJHOM aHIPOTeHHOW PE3UCTEHTHOCTHIO
5) TMMOroHa0TPOITHBIM THIIOTOHAIU3MOM
OTAJIOH OTBETA: 2

Komnerennuu: YK-1, IIK-1
13.1TP GCK-MODY TEPAIINA CYJIbOOHUJIIMOYEBMHAMU
1) moka3aHa ¢ MOMEHTA JUArHOCTHKHU
2) TpUMEHSIETCs TOJBKO B IyOepraTe
3) He Tpebyercs
4) KOMOWHUPYETCS C MHCYJTHHOM
5) Ha3zHaAyaeTCs MPH TNIUHKO3YPHH
OTAJIOH OTBETA: 3

Komnerennun: YK-1, IIK-1

FOXP3 U

14 HAPYIIEHUA T1OJIOBOI'O PA3BUTHA (DSD) I1PU 46,XY KAPUOTHUIIE

MOT'YT BBITh BEI3BAHBI MYTAIISIMU B TEHE
1) GH1
2) SRY
3) AVP
4) TG
5) MEN1
STAJIOH OTBETA: 2

Komnerennuun: YK-1, IIK-1

15.1TOJIHAA AHAPOTEHHAA PESUCTEHTHOCTD BBI3BBAHA MYTALIMAMU

B I'EHE



1) STAR
2) AR
3) NR5AL
4) WT1
5) DHH
STAJIOH OTBETA: 2

Komnerennuun: YK-1, IIK-1
16.TUTIOTOHAJIOTPOITHBIM THUIIOTOHAJIM3M B COYETAHUU C
AHOCMUEN XAPAKTEPEH JIJI1 CUHJIPOMA
1) Ieiru—Erepca
2) Kamnmana
3) Bonbdpama
4) Makkptona—Onopaiita
5) Tépuepa
OTAJIOH OTBETA: 2

Komnerennun: YK-1, IIK-1
17.CUHJIPOM MHOXECTBEHHOM SHJIOKPMHHOM HEOITJIASUM THUIIA 1
BKJIFOYAET TTOPAXXEHUE
1) IMHTOBUIHOM >KeJIe3bl, HAAMOYSCUHUKOB U THITO(pH3a
2) TapamMTOBHIHBIX XKeJE3, OKEITYT0YHOM JKeJe3bl U TUnodu3a
3) AWYCK, MOYCK M HAMOYCYHUKOB
4) runorajgamyca, JETKUX U MOKEITYI0YHON KeIe3bl
5) MO03roBOro BeIecTBa HAANOYCYHUKOB U THYHUKOB
OTAJIOH OTBETA: 2

Komnerennun: YK-1, IIK-1
18.CUHJIPOM TIEMTI-ETEPCA CBS3AH C ITOBBIIIEHHBIM PUCKOM
PA3BUTUS SHJIOKPUHHBIX OITYXOJIEN, B TOM YUCJIE
1) Meay/UIApHOrO paka IUTOBHIHON KeJe3bl
2) TaHKpeaTHYECKUX HEHPOIHIOKPHUHHBIX OITyXOJIcH
3) ameHom rumnodusa
4) heoxpomMoIuTOM
5) kapIuHOM KOPBI HAJAMOYCYHUKOB
OTAJIOH OTBETA: 2

Komnerenuun: YK-1, IIK-1
19.CUHAPOM MAKKBIOHA-OJIEPAUTA OBYCJIOBJIEH
COMATHUYECKMMU MYTALIUAMU B I'EHE
1) NF1
2) RET
3) GNAS
4) STK11
5) MEN1



OTAJIOH OTBETA: 3

Komnerennun: YK-1, IIK-1
20.HEMMPO®HMBPOMATO3 1 TUTIA OTHOCUTCS K TPVIIIIE
1) cHHAPOMOB MHOXECTBEHHOW SHIOKPUHHON HEOIUIa3HH
2) ras-omatui
3) HapylIeHHUI CTEPOHIOTCHE3a
4) renerndeckux (popm HecaxapHOTO qradeTa

5) nepBUYHBIX UMMYHOIE(HUIIUTOB
OTAJIOH OTBETA: 2

YcranoBure coorBercTBue. Odopmute oTBeT B Buae A-1, b-2, B-3.
Komnerennun: YK-1, IIK-1

21.3AJAHUE. YcTaHoBUTE COOTBETCTBUE MEXKIY F€HOM M €ro POJIbIO B Pa3BUTHUH
TUNOTaIaMO-TUTIO(U3aPHON CUCTEMBI.

I'en Poab

A) 1) PanHuii TpaHCKPUNIIMOHHBINA (DAKTOp; MyTaIlMU MPUBOJAT K CEITO-

HESX1 ONTUYECKOMN MUCIUIA3UNA

b) PROPI1 | 2) Heo6xoaum st nudepeHIMpOBKYA cOMATOTPOPOB, TIAKTOTPO(OB U
TUPEOTPOHOB

B) 3) Perynupyet pa3BuUTHE KJIETOK NepenHer noju runodusa; aeduiuur

POU1F1 | — koMOMHUPOBAHHBIN THITOMUTYUTAPU3M

OTAJIOH OTBETA: A-1,b-3,B-2

Komnerennun: YK-1, IIK-1
22.3AJIAHUE. VYcraHoBuTe COOTBETCTBHEC MEXAy (OPMON  BpOKAEHHOTO
TUTIOTHPE03a U XapaKTEPHBIMU TCHETHUYCCKUMHU TPUIMHAMH.
®opma runorupeosa | I'enbl
A) Jlucrenesus 1) PAX8, NKX2-1, FOXE1, TSHR
b) lucropmonorenes | 2) TG, TPO, DUOX2, SLC5A5
OTAJIOH OTBETA: A-1,b-2

Komnerennun: YK-1, IIK-1

23.3AIAHUE. YcraHoBUTE COOTBETCTBHE MEXKAY THUIIOM HECaxapHOro auabeTra u
MOBPEXKIEHHBIM T€HOM.

Tun HecaxapHoro nuadera I'en

A) lleHTpasbHBbIi 1) AVP

b) Hedporennsiit (X-cremnn.) 2) AVPR2

B) Hedporennsiii (ayrocomusiii) | 3) AQP2

OTAJIOH OTBETA: A-1,b-2,B-3

Komnerennuun: YK-1, IIK-1
24 3AJIAHUE. VYcranoBute coorBeTcTBUEe Mexay dopmoit BIKH u nedextHbiM



(hepMEHTOM/TEHOM.

Kinunnueckas gopma BI'KH I'en

A) Kimaccuueckas conerepsronias Gpopma 1) CYP21A2
b) I'uneprensuBHas ¢popma 2) CYP11B1
B) JIummonnas popma (6one3ns Jlrommura) | 3) STAR

STAJIOH OTBETA: A - 1,52, B3

Komnerennuun: YK-1, IIK-1

25.3AJIAHUE. ¥YcranoBute cootBeTcTBHE Mexay tunomMm MODY u ximodeBoit
0COOECHHOCTBIO KIIMHUKH.

Tun MODY Oc00eHHOCTh KIMHUKH

A) GCK-MODY | 1) JI€rkas ctabuiibHas TUTIEPTIUKEMHUS C POXKIICHUS, ICUCHHUE HE
TpedyeTcs

b) HNF1A- | 2) Boicokast 4yBCTBUTEIBHOCTH K CYJIb(POHUIMOUYEBUHAM

MODY

B) HNFI1B- | 3) [lodyeuHble KUCThI, aHOMAJIMK MOYETIOJIOBON CUCTEMBI

MODY

OTAJIOH OTBETA: A-1,b-2,B—-3

Komnerennun: YK-1, IIK-1

26.3AJIAHUE. YcTaHOBHTE COOTBETCTBHE MEXKIYy CHHIAPOMOM U T€HOM, B KOTOPOM
MIPOUCXOSAT MyTallWH.

Cunapom I'en

A) Cunapom Bonwsdhpama 1) WFS1
b) Cungpom IPEX 2) FOXP3
B) Cunapowm Ileittii—Erepca | 3) STK11
') MEN2 4) RET

OTAJIOH OTBETA: A-1,b-2,B-3,T -4

Komnerennuu: YK-1, IIK-1

27.3AJAHUE. YcTaHoBUTE COOTBETCTBUE MEXAY HAPYIICHUEM MOJOBOTO Pa3BUTHS

(DSD) 1 cOOTBETCTBYIOLIUM T'€HOM.

Tun DSD I'en

A) 46,XY DSD — oTcyTcTBHUE SIMYEK 1) SRY
b) 46,XY DSD — nucrenes3us simuek 2) NR5A1
B) INonnas anaporenHas pe3ucteHTHOCTH | 3) AR

') Cuagpom Jlenuc-/lpara 4) WT1
OTAJIOH OTBETA: A-1,b-2,B-3,1'-4

Komnerennuu: YK-1, IIK-1

28.3AJIAHUE. ¥YcraHoBuUTE COOTBETCTBHE MEXAY (POpMON THUIIOrOHAJAOTPOITHOTO
TUIIOTOHAIN3MAa U TEHOM.

dDopma I'en

A) Cunnmpom Kannmana 1) KAL1




b) N3onupopanusiii I'T 6e3 aHocMuu 2) GNRHR

B) I'T" ¢ mapymennem murpanuu HeriponoB GnRH | 3) PROKR2
OTAJIOH OTBETA: A-1,b-2,B-3

Komnerennuun: YK-1, I1K-1
29.3AIAHUE. VYcraHoBuTe COOTBETCTBHE MEXKIYy CHHAPOMOM MHOKECTBEHHOM
SHJIOKPUHHOW HEOIUIA3MU U OCHOBHBIMU MOPAKEHHBIMUA OPraHaAMMU.
Cunapom | OCHOBHBIE IPOSIBJICHUS
A) MEN1 | 1) [TapamutoBuaHbIe )KeJe3bl, MOHKETYI0UHAs Kejesa, Tunodu3
b) 2) MenymispHbli pak IMMTOBUAHOM >Kele3bl, (PeoxpomoIuToma,
MENZ2A TUTIEPILIA3Us ApalIUTOBUIHBIX KEIE3

B) MEN4 | 3) ®enorun, cxoxuii ¢ MEN1, HO MeHee BbIpakeH
OTAJIOH OTBETA: A-1,b-2,B-3

Komnerennuu: YK-1, IIK-1
30.3AJJAHUE. VYcraHoBUTE COOTBETCTBHUE MEXKAY TE€HETHYECKHUM CHHAPOMOM H
XapaKTEPHOW BHEMOYEHYHOW/BHEOHIOKPUHHON 0OCOOEHHOCTHIO.

Cungpom XapakTepHasi 0CO0€HHOCTD

A)  Cungpom  MakKeiona— | 1) KodeliHo-monounbie 1siTHA, (PUOpO3HAsS

OnbGpaiita JIMCILIA3USI KOCTEU

b) Heiipodubpomaros 1 tuma 2) «Kodetinbiey mATHA, HEUPOPUOPOMBI,
TJINOMBI 3PUTEIILHOTO HEPBA

B) Cunnpom «Mo3r— | 3)  ATeTo3, pecnupaTtopHbie  HapyuIeHUs,

IITUTOBHUIKA—JIETKHAEC) THIIOTUPEO3

OTAJIOH OTBETA: A-1,b-2,B-3

Kpumepuu OUYEHKU meCmMUpOBaHUAl

OTJINYHO XOPOIIIO YIOBJIETBO- HEYJIOBJIETBO-
PUTEJIBHO PUTEJIBHO
KonnuecTBo Konuuectso Konuuectso Konuuectso
TIOJIO)KHUTECJIBHBIX OTBETOB TIOJIOKUTECJIBHBIX OTBETOB TIOJIOKUTCJIBHBIX OTBETOB TIOJIOKUTCIIbBHBIX OTBETOB
91% u Oonee ot 81% 1m0 90% ot 70% 1o 80% meHee 69%
MaKCHUMAaJILHOIO Oaia MaKCUMAaJILHOTO Oaia MaKCUMAaJILHOTO Oaia MaKCHMAaJILHOI'O OaJia
TecTa TecTa TecTa TecTa

IlepeyeHb CUTYAMOHHBIX (KJIMHMYECKHX) 3a/1a4
Paznen 1 «OcHOBBI MOJEKYJISIPHON T€HETUKH IE€TCKON SHAOKPUHOIOTHUI)
Komnerennun: YK-1, IIK-1
3amaua 1.
Y HOBOPOXAEHHOTO MalbuMKa OT 2-i OepemeHHocTH (1-i pe6EHOK 3/10poB) HA 3-U
CYTKH >XW3HU BBISIBIICHA CTOWKAas THUIOTIIMKEMUA, XENITyXa, MUKponeHuc. llpum
oOcieoBaHNM — HU3KHE YpPOBHU ropMoHa pocrta, TTI, mponakTuHa, KOPTH30JA.
MPT ronoBHoro wmo3sra: runoruiazus runodusza. B cembe ciydaeB MOJ00HBIX
HapyleHui HeT. Bpau HanpaBuil Ha reHeTH4eckoe oociienoBanue. beuto npoeaeHo
NGS-nanenbHO€  CEKBEHMpPOBAaHUE TE€HOB  TUIIONUTYUTApU3Ma,  BBISIBUBIIECE



TOMO3UTOTHYI0 HOHceHC-MmyTaluio B rene PROP1 (¢c.301C>T, p.Argl01%*). V o6oux
poauteneil — reTepo3uroTHOE HOCUTENIbCTBO.

3amanue.

1. Kakoii ropMOHaIBHBIN A€PUIUT y ITOr0 peOEHKA yKa3bIBAECT HA MOPAKEHNE UMEHHO
nepeanen nonu runoduza’?

2. Ilouemy y pebGénka ¢ mytanueit B rene PROP1 pa3BuBaetrcss KOMOMHUPOBAHHBIN
TUIONUTYUTAPU3M?

3. Kakoii Tun myTtaruu BoisiBiieH (¢.301C>T, p.Argl01%), u k kakuM mocaeACTBUSM OH
IPUBOJIUT HA ypoBHE Oenka?

4. [Touemy y 060uX poauTeseit OTCYTCTBYIOT KIIMHHYECKHUE MPOSBICHUS, HECMOTPS Ha
HaJIM4ue MyTauuu?

5. Kakoit MeTo reHeTUueCKOi TUarHoCTUKHU ObLIT HanboJiee 1eaecoo0pa3eH B TaHHOM
ClIy4dae u rmoyemy?

OTAJIOH OTBETA:

1. Jdedummut ropmona pocra, TTI, nponaktuna u xoptuzona (ACTH-3aBucumoro)
CBUJIETEIBCTBYET O HEJOCTATOYHOCTH ajfieHorumnodu3a (nepeaHeit nonu runodusa).

2. Ten PROP1 xomupyer TpaHCKpUIIIIMOHHBIN (aKTOp, HEOOXOAUMBIA ISt
muhPepeHIUPOBKH  KJIETOK-MPEAIICCTBEHHUKOB —TMepeaHed oM runopusa B
coMaToTpodbl, JAKTOTPODBI, TUPEOTPODBI U TOHATOTPOdHBI, €ero AePeKT HapyliaeT
pPa3BUTHE HECKOJIBKUX JIMHUN TOPMOH-TIPOAYIUPYIOIINX KJIETOK.

3. DTO HOHCEHC-MyTalus — 3aMeHa KOJ0OHa aprMHUHA Ha CTON-KOAOH, YTO MTPUBOIHT
K TPEeKICBPEMEHHOMY MPEKPAIEHUIO TPAHCISIIMA U OOpa30BaHUIO yCEYEHHOTO,
He(YHKIIMOHAJILHOTO OeJIKa.

4. 3aboneBaHuE€ HacleIyeTCsl MO ayTOCOMHO-PELECCUBHOMY THILY; POJIUTENIH
SBJITFOTCS. TE€TEPO3UTOTHBIMH HOCHUTEISIMA OJIHOTO MYTAHTHOTO ajuIelis, dYTO
HEJI0OCTATOYHO JUIsI MPOSIBIICHUSI 00JIE3HH (PEIIECCUBHBIN MATTEPH).

5. [TanenbHOe ~ NGS-cekBeHMpPOBaHME  TIE€HOB  TUIONUTyUTapu3Ma  —
1eJICHANPABJICHHBIN, OBICTPBIA M SKOHOMUYECKU 3((HEKTUBHBIN METOJ] MPU HATHYUU
YETKOM KIMHUYECKOW KapTHHBI, IMO3BOJSIONIUNA BBISIBUTH TOYKOBBIE MYyTallUU U
HeOosbIue indels B M3BECTHBIX TEHAX.

Komnerennun: YK-1, IIK-1

3amaua 2.

Y HOBOpOXIEHHOM neBOUYKM Ha 10-€ CyTKM KU3HM pa3BUJICA COJIEBOM KpH3
(runoHaTpueMus, THUIEpKaIUEeMusi, pBOTa, 00E3BOKMBAHUE), a TAK)KE BBhIpAXKEHHAs
BUPWJIN3AllMs HAPYKHBIX MOJIOBBIX OpraHoB. YpoBeHb 17-OH-mporecrepona pesko
noBeilieH. Pomgutenn — gaBoropoaHbie  cuOchl. IlpoBeneHo MolieKyJsipHOE
uccienoBanue: Mmetogom MLPA u Sanger-cekBeHUpPOBaHMS BBISIBJICHA TOMO3UTOTHAS
nenerus 3k30H0B 3—5 reHa CYP21A2, o0ycnoBieHHass HEpaBHBIM KPOCCHHTOBEPOM
MeXIy (PYHKIIMOHATBHBIM TeHOM 1 ero niceBgoreHoM CYP21A1P.

3aaHue.

1. ITouemy npu BpOKIEHHOW TMIIEPILIA3UN KOPBI HAAIIOYEYHUKOB 110 KJIACCHYECKOMY
THUITYy pa3BUBAETCS BUPWIN3ALUS Y 1€BOYEK?

2. Yro Takoe nceaoren CYP21A1P, u kak on yuactByet B naroreHeze BI'KH?



3. IToueMy B JaHHOM clly4ae UCIOJIb30BAIA HE TOJIBKO Sanger-ceKBeHUPOBaHUE, HO U
MLPA?

4. Kakori tun wHacinemoBanus y BI'KH, u mouemy Hamuume Opaka MeExmy
JIBOIOPOJIHBIMU CHOCaMU TIOBBIIIAET PUCK?

5. Kaxoit ¢pparmMeHT reHoma yenoBeka (KOIUPYIOMIUNA WU HEKOAUPYIOLIUIA) 3aTPOHYT
1pu Jenenuu 3k30H0B 3—5 rena CYP21A27?

OTAJIOH OTBETA:

1. W3-3a 6noka cuHTE3a KOPTH30Jia W ajbJOCTEpOHA MPOUCXOAUT HAKOIUJICHHE
CTEPOUIHBIX MPEIIIECTBEHHUKOB, KOTOPHIE MEPEHAIPABISAIOTCS B MyTh CHUHTE3a
aHApPOTCHOB, BBI3bIBAS H30BITOUYHYIO AHAPOTCHHYIO CTHUMYJBILHIO Yy IUIOJA
YKEHCKOTrO IoJa.

2. CYP21A1P — HedyHKIMOHANBHBIA TICEBIAOTEH, PACIOJIOXKEHHBIA B TOM K€
XpoMocoMHOM JioKyce, 4To U CYP21A2, ¢ BBICOKOM MOCIEN0BATENbHON
TOMOJIOTHEHN; HM3-3a ITOrO0 IPOUCXOASAT HEPABHBIA KPOCCHHIOBEP WJIM TI'E€HHAas
KOHBEpCHsA, INEpelalmllfe IaTOrCHHbIE BapuUaHTbl W3  IICEBIOI€HA B
(GyHKIIMOHATIBHBIN T'eH.

3. IlotoMy uTo Sanger-ceKBEHUPOBAaHUE BBISIBISIET TOYKOBBIE MYTallUH, HO HE
KpyIHBIE JeNIenuu/ IyTuiuKanuu, Torna kak MLPA no3Bossier o6Hapyxuth CNV
— Bapually YKCIia KOMHM, TAKUE KaK JIeJEHUs [ENbIX SIK30HOB.

4. AyTOCOMHO-pPELIECCUBHBIM THUN HACIEJOBaHUS; TPU POACTBE pOIUTEICH
YBEJIMYMBAETCS BEPOATHOCTh, UTO 00a SBIISIIOTCS HOCUTENSIMU OJHOM M TOW Ke
pPEAKON MYyTallMH, YTO MOBBIIIAET PUCK POXKIEHUS 00JIbHOTO pedéHKa 10 25%.

5. 3aTpOHYT KOJUPYIOIINI PETrHOH, TaK KaK 3K30HbI COJIEPKAT IMOCIEI0BATEIbHOCTH,
BKJItOUaeMbie B 3penyro MPHK u ompenensironime aMMHOKUCIOTHYIO CTPYKTYPY
Oenka 2 1-rugpoKCcHuIasbl.

Komnerennun: YK-1, IIK-1
3amaua 3.

bepemennoii sxenmmne (32 roga) Ha 12 Hezene recTai NpoBeAEH CKpUHUHT |
TpumecTpa: noBsimieHHbI PAPP-A, nuskuii B-hCG. Tlo pe3ynbraramMm HEMHBAa3UBHOM
npeHatanbHoi auarHoctuku (HUIIT) BeisiBiieH BbICOKHMIT puck MoHocoMun X. Jliist
NOATBEP)KIACHUSI JUArHo3a BBINOJHEHO KAapUOTUIMPOBAHHE W3 AMHUOTHYECKOM
AKUIKOCTH.
3amaHue.
1. Yro mnpencrabisieTr coOoil cBoOoaHO 1MpKyaupyromas ¢eranbHas JIHK,
ucnones3yemas B HUIIT?
2. ITouemy HUIIT cunTaercs CKpUHUHTOBBIM, @ HE AUATHOCTUYECKUM METOIOM?
3. Kakol KapuoTHIl XapaKTEepEeH I KJacCu4yeckoro cunapoma Tépuepa?
4. Kakue »HAOKpHHHBIE HapyIIEHHWsS MOTYT Pa3BUTHCS Y JEBOYKH C CHHAPOMOM
TépHepa B 1€TCKOM U OJAPOCTKOBOM BO3pacTe?
5. IToueMy KapHOTHUIIUPOBAHUE OCTAETCSA «30JI0THIM CTAHAAPTOMY IIPHU MOJO3PEHUH Ha
XPOMOCOMHBIE aHOMAJIMH, HECMOTPs Ha pa3BuTue NGS-TexHoI0rHii?
OTAJIOH OTBETA:
1. Oto ¢pparmentst JJHK miona, BeicBOOOKIaEMble B KPOBb MaTepH MpPHU aronTo3e



Tpo(obracTUUECKNX KJIETOK IUTAlleHThI; OHa cocTaBisier ~10% ot oOmei
BHeksieTouHou JIHK B MaTepuHCckol mia3me.

2. [Toromy wuro HHUIIT Moxer nmaBate JIOKHOIOJOXKUTEIBHBIE  WIIH
JIO’)KHOOTpULIATETIbHBIE PE3YNbTaThl U3-32 HM3KOM (eTaabHOM 10JIM, MO3aulu3Ma
IJTALEHTHl WM MATEPUHCKUX XPOMOCOMHBIX aHOMAJIMW; OKOHYATENIbHBIA TUATrHO3
TpeOyeT MOJATBEPKACHUS WMHBAa3UBHBIMM METOAaMH (aMHUOLEHTE3, OHOICHS
XOpHUOHA).

3. 45,X — MoHOCOMUS 110 X-XpOMOCOME.

4. 3anepxkka pocta (IedUIUT TOPMOHA POCTA), IEPBUYHAS aMEHOpes U OecIuioane
(u3-3a aruiasuu AMYHUKOB M TMIIOTOHAJM3Ma), BO3MOXKEH BPOKIEHHBIN TMIOTHPEO3
(4ame npu ayTOMMMYHHOM TUPEOHJIUTE).

5. I[loroMy 4YTO KapMOTHUIHPOBAHHUE IMO3BOJIAET BU3YyAIM3UPOBATh BCE XPOMOCOMBI,
BBISIBUTh YHUCJIOBBIE AaHOMAJIMK, OallaHCHPOBAHHBIE TPAHCIOKALMKM, KpYITHBIC
JIeJIEIMN/UHBEPCUH, KOTOPbIE MOTYT OBITh MPOIYIIEHHI IpH LeneBblx NGS-MeTonax,
OPUEHTHUPOBAHHBIX HA 3K30HBI WM KOHKPETHBIE JIOKYCHI.

Pa3nen 2 «I'eHeTrKa HACIEICTBEHHBIX YHIOKPUHONATUI Y JETEN U OAPOCTKOB.»
Komnerennun: YK-1, I1K-1

3agaua 1.

Y wmanpyvka 2 JIeT OTMEYArOTCS BBIpaKEHHas 3anaepkka pocta (—3,5 SD),
TUIOTIMKEMUYECKHE 3MHU30/1bl, OJIETHOCTh KOKHBIX TOKPOBOB, OTCYTCTBHE AMMNETUTA.
Ponuncs nonomennsiM, Bec ipu poxxaeHnn 2800 r. B anamHe3e — cMepTh CTapIiero
Opata B Bo3pacte 1 roja OT TUIOTVIMKEMUYECKOHM KOMBI 0€3 YCTaHOBJIEHHOTO
nuarno3a. Ilpu MPT runodusza — rumnoraszus mepeiHerl T0yM, TOHKHM CTBOJI
runodusa. Yposau U®OP-1, I'P, nponakruna camxkensl. TTT, koptuzon, T4 B Hopme.
3anaHus:

1. TlocTaBbTE AUArHO3.
2. Ilpennoxute miaH MOJEKYJISIPHO-TEHETUYECKOTO 00CIEIOBAHMUS.
3. CocTtaBbTe MIIaH JCYCHHUS.
4. ]ladiTe mporHO3.
5. O6bsicaure, mnouemy Mytauuun B reHe PROP1 wmoryr mnpuBoauth K
nporpeccupytomieit opmMe rumonuTyuTapu3Ma.
OTAJIOH OTBETA:

1. Jlnarnoz: CemMelHbIiI KOMOMHUPOBAHHBIN TMIIONUTYUTAPU3M, 00YCIOBICHHBIN
myTtanueit B rene PROPL.
2. Ilnan oOcnenoBanus:
o CekBeHHpOBaHUE 3K30HOB U (uIaHKUpyrOmuX y4acTkoB reHoB PROP1,
POU1F1, HESX1, LHX4;
o MONEKyIIpHO-TEHETUYECKOE TECTUPOBAHUE POAUTEIIEM W JAPYTUX
YJIEHOB CEMbH;
o JluHammyeckoe TECTUPOBAHUE byHKIIH runogusa (I'P-
cTuMysiuoHHbIN TecT, ACTH-cTumynsinus);
o IloBropras MPT runotamamo-runoduzapHoit 001acTy.
3. Jleuenue:



o 3aMecTuTeNbHAas Tepanus peKOMOUMHAHTHBIM TOPMOHOM POCTA;

o llpu pa3BUTUHN BTOPUYHOTO TUIOTUPE03a/HaJIIOYEYHUKOBOM
HEJ0CTAaTOYHOCTU — THUPOKCUH U TUAPOKOPTU30H;

o IlponakTun He TpeOyeT 3aMECTUTENBHON TEPaAIUy;

o PerynsipHbIil MOHUTOPUHT POCTA, IITFOKO3bI, TOPMOHOB.

4. TlporHo3: XpoHHUYECKOE MIPOrpeccUpyroliee 3a00JI€BaHUE; P CBOEBPEMEHHON
3TT — HOpMaNbHBIN POCT U Pa3BUTHE, HO BO3MOYKEH PUCK HAIIIOYEYHUKOBOU
HEJOCTATOYHOCTH B CTPECCOBBIX CUTYAITHSIX.

5. T'en PROP1 xomupyer TpaHCKpPHUIIIIMOHHBIN (akTop, HEOOXOAMMBIN st
muddepeHIMpoBKH  coMaToTpodoB,  JNakTOTpooB,  THUPOTpPohOB U
KOpPTUKOTPO(OB. MyTanuu NpuUBOAAT K HapyuleHHIO Au(QepeHrnpoBKu
KJIETOK NepeHel oy runodusa, yto npossiasieTca cHavana nedumurom ['P u

MPOJIAKTHHA, a 3aTE€M — MPOTPECCUPYIOMNUM Ie(PHUIIMTOM IPYTUX TOPMOHOB
runodusa (TTL, AKTTL, JII'/OCT).

Komnerennun: YK-1, I1K-1

3amaua 2.

VY neBouku 14 ner — mnonuypusa (Do 6 J/CyT), MONUIUICHUS, HOYHBIE SHYPE3BI,
pa3ApaXUTENIBHOCTh. Hayano CUMITOMOB — IIOCJIE YEPENHO-MO3IOBOM TPaBMBbI
(UMT) B 10 net. [Ipu ocMOTpe — CyXOCTb KOKH, CHUYKEHUE Typropa. Y poBeHb HATpHUs
B CBIBOPOTKE — 152 MMOIB/A, OCMOJSUIBHOCTH MasMbl — 310 mOcwm/kr,
ocMoJsIbHOCT MOuM — 120 MOcwm/kr. [lpu BoagHOW JenpuBalUd — OTCYTCTBUE
KOHLeHTpauu moud. MPT runortanamo-runopu3apHoil o0iactTu — OTCYTCTBHE
CUTHAJIa OT 33JIHEN 1011 runo(u3a, yTOJIIIeHHE CTBOJIA.

3anaHus:

1. TloctraBbTe AUArHO3.

2. TlpemynoxuTe TOMOJHUTEIBHBIC UCCIICIOBAHUS AJIsI YTOUYHEHUS STHOJIOTHH.

3. CocTtaBbTe IJIaH JICUYCHHS.

4. ]laWiTe mpoTHO3.

5. Uem otnuyaeTcss HACJICACTBEHHBIM HECaxXxapHbIM JualeT, CBA3AHHBIN C
myTtarusimu AVPR2, ot AQP2-accommmrpoBanHOTO?

OTAJIOH OTBETA:
1. Jlnarnos: LlenTpanbHblil HecaxapHblil [uadeT (nmocieacrasue YMT).
2. JlomonHUTEIbHBIC UCCICIOBAHUS:
o CexBennpoBanue reHoB AVP, AVPR2, AQP2 (eciu cemeiiHblii aHaMHE3
WJIU paHHEee Hayajo);
o OueHka QyHKUIUU APYTUX TOPMOHOB TUNO(DU3a;
o IloBTopHass MPT njst uckiItoueHUs OIMyX0JIEBOTO Tporiecca (Harnpumep,
TEPMUHOMBI).
3. Jleuenue: [lecmornpeccuH (BHYTpPHA3aJIbHO UM NEPOPATBHO) MO MOTPEOHOCTH.
OOyueHune manuenTa/poauTeNei pacmo3HaBaHUIO 00E3BOKUBAHMUS.
4. Mlporno3: Ilpu crabunbHOoM moBpexaeHun — xponuueckuid HCJl, He
nporpeccupytontuii. [Ipu omyxoneBoi mpupoie — HEOOXOIUM TUHAMUYCCKHIMA
KOHTPOJIb.



o Myramuu AVPR2 (X-cluemieHHbIe) HapYMIAIOT PELenTop Ba3onpeccruHa
B COOMpATeNbHBIX TPyOOUKaxX — HEUYBCTBUTEIHHOCTH K AJII .

o Myranmnun AQP2 (ayToCOMHO-PEIICCCHBHBIC WM JOMHUHAHTHBIC)
HapymraroT (HOpMHpPOBAHWE AKBANIOPHHOBBIX KaHAJOB —> HapyIICHHE
peabcopOrmu BOJIBI Taxe npu HOpMaJIbHOM AT
Ob6a — d¢opmer Hedporernoro HCJI, B oTnuume OT IEHTPAIBHOTO
(medunut AVP u3-3a nopaxkeHus runorajgamyca/runodusa).

Komnerennun: YK-1, IIK-1
3anaya 3.
VY IOHOIIEHHOTO MAJIbYMKA [PU HEOHATAILHOM CKpUHUHTe — noBbieHHbIn TTT (50
MEn/n), uuzkuit T4. I[Ipu noBropHom ananmuze — TTI 48 MEn/n, T4 — 40 umodb/1.
ITpu Y31 — oTcyTCTBUE NIUTOBUAHOM Kene3bl. Pagnon30TonHoe CKaHUPOBaHUE —
"xomonHas" obnmacte B Iee. PoawTenw 310pOBBI, HO y Marepu B aHaMHE3e —
BpOXKAEHHBIN THIIOTHPEO3 Y OpaTa.
3aganus:

1. ITocraBbTe qUArHo3 U yTOUYHUTE GOpMY (AUCTCHE3US UIN JUCTOPMOHOTCHE3).

2. Kaxkue rensl crnegyer uccieaoBaTh?

3. CocTtaBbTe IJIaH JICUCHHS.

4. KakoB pOrHO3 MPU CBOEBPEMEHHOU Tepanuu?

5. YUTo Takoe CHHIPOM «MO3T—IIIUTOBHUIHAS JKEJI€3a» U C KaKUM I'€HOM OH CBsI3aH?

OTAJIOH OTBETA:

1. Jlnarunos: IlepBUuHbIN BPOKAEHHBIN TMIIOTUPEO3 BCIECTBHE atupeo3a (hopma

JIMCTEHE3UN ).

I'ensr mg anamm3a: PAX8, NKX2-1, FOXE1, TSHR.

3. Jleuenue: Hemennennsiit crapt ¢ L-tupokcuna (10—15 MKr/kr/cyT), KOHTPOIb
TTI u T4 kaxnabie 1-2 Mecsia 10 HOpMaAIU3ALNH.

4. Tlporno3: Ilpu Hauane jedeHus B NEpBbIC 2 HEAETU KU3HU — HOpPMaJbHOE
HEUPOKOTHUTUBHOE pa3BUTHE. 3aJiepkkKa Tepanuun >4—6 Henelb — PHUCK
YMCTBEHHOM OTCTAJIOCTH.

5. CunapoMm «Mo3r—IuToBHaHas xene3a» (brain—thyroid syndrome) — peaxoe
coctosinue, Bbi3BaHHOe MytanusamMu NKX2-1 (TTF-1), xapakrtepusyercs
TPUAAON: BPOXKIEHHBIN TUIIOTUPEO3 (ATUPEO3 WIIM TUIIOIIIA3Hs ), XOPE0aTETO3 U
pecniupatopHbie  HapymieHust («respiratory distress syndrome of term
newbornsy). OOyCIOBJIEH HapylIeHHEM HMOPHOTeHe3a KaK UIUTOBUIHON
JKeJe3bl, TaK ¥ 0a3aJbHBIX TaHTIINEB.

N

Komnerennun: YK-1, I1K-1

3anayva 4.

Y HOBOPOXIEHHOW [E€BOYKM — BHPWIM3ALMS HApPYXHBIX IIOJIOBBIX OpraHOB
(KITUTOpOMeEranus, cpalieHre OONBIIMX MOJOBhIX Ty0), rumonatpuemus (Na* 120
MMOJIb/T), runepkamuemust (K* 7,2 mmonb/i), pBota, BsiiocTs. [Ipu aHanuse KpoBH
— 17-OH-nporectepon >600 umonw/n. Pomutenu — nBoropogHbie cHOCHL Y



cTapiiero 6para — MOCTHATAILHBIN POCT BOJIOC, YCKOPEHHUE POCTA.
3amanus:

1.

2
3.
4.
5

[TocTaBbTe AMATHO3 U YKAKUTE (POPMY.

Kakue MoJekyIsapHO-TeHETUYECKUE UCCIE0BAHUS HEOOXOUMBI?

CocTaBbTe HEOTJIOKHBIN MJIaH JICUCHUS.

Kakue pucku B najibHeniem?

[Touemy npu aedunmte 21-rupoKcuaasbl BO3MOXKHBI JIOKHOIOJIOKUTEIIbHBIC
pesynbrarsl [THP-quarnoctuku?

OTAJIOH OTBETA:

1.

2.

3.

Jnaraos: Bpoxnénnas runeprnazus KHH no contepsiromeit hopme, nedurur
21-runpoxcuiassl (Kraccuaeckas hopma).
['emetnueckoe oOcnenoBanue: CekBenupoBanne CYP21A2, MLPA s
BbIsiBIIeHUs fenenuit/kouBepcuit ¢ CYP21A1P (nceBnorenom).
HeornoxHoe neyenue:

o B/B runpoxopTusoH,

o Koppeknusa osnexkrponuroB (NaCl, r1imoko3a + HWHCYJIUH TpHU

TUTEPKATUEMHUH ),

o MuHepanoKOPTUKOUIHI ((hITyIPOKOPTU30H) MOCIIE CTAOUIN3AIINY.

Pucku: AnpeHamnoBwiii Kpu3uC NMpu HUHGEKIHUSIX, HEAOCTATOYHOCTh TEparuH,
HapylieHue PENpOAYKTHUBHOW (DYHKIHMM, Ype3MepHas aHAPOTESHU3AIMS TMpU
HekoHTponupyemoit BI'KH.
I'en CYP21A2 pacnionoxkeHn B TecHoW cBs3u ¢ mcepaoreHom CYP21A1P na
6p21.3. Breicokas romosoruss (~98%) TNPUBOIUT K HEKOPPEKTHOU
aMIUTM(UKALMKY TICEBAOTeHa BMeCTO (pyHKIMOHanbHOTrOo reHa npu IILP, uro
BBI3BIBACT JIOKHBIE MyTaruu. JlJIs TOYHOW JWAarHOCTHKW Tpedyercs
mmuaHOpsiaHas [P unmu NGS ¢ paszupoanuem.

Komnerennun: YK-1, IIK-1

3agaua 5.

VY manbunka 8 JeT, HalmpaBJICHHOTO Ha OCMOTP IO MOBOY Y3JIOBOTO 3004, BBISIBJICHO
MOBBINICHUE KanabluToHUHA (250 nir/mi). B anamHeze — cmepth Aena B 45 neT oT
«paka mmmToBUAKM». IIpm VY3UM — MHOXKECTBEHHBbIE THIIOPXOTCHHbIC Y3Jbl B
IIUTOBUIHOM skene3e, JuMpoy3nbl B 30He VI ypoBHs yBenuueHbl. MeTacTa3oB B
JErKUX/TICYCHH HeT.

3amanus:

1.

2
3.
4.
3)

ITocraBbTe IpEABAPUTENBHBINA THATHO3S.

Kaxoii ren He0oOX0AMMO HUcCeq0BaTh?

KakoBa TakTrka BeIeHHs P MOATBEPKIEHHON MYyTallK?
JlaiiTe mporHO3.

Kakue cuHapoMbl MOTYT CONTPOBOXKIATh MyTaruu RET?

OTAJIOH OTBETA:

1.

Huarnos: [logo3penue Ha MeyJUISIpHBIA pak MUTOBUAHON xkene3bl (MPILDK),
BEPOSATHO, HACJIEICTBEHHOUN (POpPMBI (CEMEMHBII/CUHAPOMATBLHBIN).



N

I'en: RET — o06s3aTenbHOE CEKBEHUPOBAHHME.

3. Takrtuka:

o Ilpu BbIIBIGHHMM TlaToreHHOM Myrtauumun RET —  ToTanbpHas
TUPEOUJIPKTOMUS B Omkaiiee Bpems (OCOOCHHO MpU MYTalMIX
BbICOKOTO prucka: MI18T u np.);

o CxkpunuHr Ha (QeoxpomoruTomMy (MeTaHedpuHbl B IUIA3ME) U
runepnapatupeo3 (kampuuid, [1TT);

o [T'eHeTmdeckoe KOHCYIbTUPOBAHUE U TECTUPOBAHNE POJACTBEHHHUKOB.

4. Tlporno3s: Ilpu npodunakTuyeckoil THPEOUIIKTOMUU IO PA3BUTHUS OYXOTIH —
omnnuHbIi. [Ipu yxe paszBuBmemcs MPIK — 3aBucut ot craguu, Hanu4us
METaCTa30B.

5. Myranuu RET accounnpoBansl c:

o Cemeitapim MPIIDK (FMTC),

o CHUHAPOMOM MHO>KECTBEHHOW OHIOKPUHHOW HEOIUIa3uu Tumna 2A
(MBH2A: MPIIX + deoxpomonuToMa + runepnapaTupeos),

o MDOH2B (MPIIX + dheoxpomorutoma + mappaHOUIHOE TETOCIOKEHHE,
HEHPOMBI CIIM3UCTHIX).

Komnerennun: YK-1, I1K-1
3amauqa 6.
Y neBouku 15 ner ciiydallHO BBIABJIECHO TMOBBIINIEHUE TJIFOKO3bl HATOIIAK A0 7,2
MMoub/11. XKano® Het. PocT M Bec cOOTBETCTBYIOT Bo3pacTy. B anamHese: ortel u
0a0yiika MO OTIOBCKOM JIMHWUU TOJYYaloT JICYEHHE OT <JIETKOro auadberay ¢
MOAPOCTKOBOTO BO3pacTa, HE HYXKJAIOTCSl B MHCYJIUHE. [ TMKUPOBaHHBIN reMOTrJI00UH
— 6,3%. C-mentux B HopMe. Antutena k GAD, IA-2 orpumarenshsl. Y3U
MOKEITYIOUHOM KeJie3bl — 0€3 MaTOJIOTHH.
3amanus:

1. TloctaBbTe HanbOJIEE BEPOSITHBINA JUATHO3.

2. Kakwue reHsl clietyeT uccieoBaTh B IEPBYIO 0Yepe/Ib?

3. Kakoma TakTuka jieueHus npu noarsepkaeHun myranua B HNF1A?

4. KakoB MPOTHO3 NPHU CBOEBPEMEHHOM BBISIBIICHUH?

5. Yem ortimmuaercs MODY ot tunuuynoro CJ{1 u C/I2 y noapocTkoB?
OTAJIOH OTBETA:

1. Jluarxo3: Momnorennsii auaber, MODY (Maturity-Onset Diabetes of the

Young), BepositHo HNF1A- nunu GCK-accounnpoBaHHBbI.
2. T'ennl mns cexBenupoBanus: GCK, HNF1A, HNF4A, HNF1B (B mopsuake
YaCTOThI B TIOMYJISILIVN).
3. Jleuenne npu HNF1IA-MODY: Huszkue g0361 CynbGOHUIMOYEBUHBI

(rmubeHKIaMu) — MalUeHThl TUIEPYYBCTBUTENIbHBl K HUM; WHCYJIHH HE
TpeOyeTcs Ha PaHHUX CTaTUsIX.
4. Mlporno3: Ilpu reHOTHUIN-HANpaBIEHHON Tepamuu — OTIUYHBIN, 0e3

OCJIOKHEHHMU. PUCK MUKpOaHrHonaTui pyu JUIMTENBHOU TUIIEPTIIMKEMUH.

o CJI1 — ayToMMMyHHBIA, C aHTHTEJIaMH, aOCOIIOTHBIN aeduImT
VHCYJINHA.



o CJ2 — MHCYTUHOPE3UCTEHTHOCTh, OXKUPEHNUE, MT03KE BO3pacT AeO0Ta.
o MODY — ayTocOMHO-IOMHHAHTHBIM, paHHMK ae0rT (<25 1er),
COXPaHHBIN 3-KIIETOYHBINA pe3epB, CreupUIecKas Teparus 1o TCHOTHITY.

Komnerennun: YK-1, I1K-1
3agaua 7.
Y [OHONIEHHOTO MajbuMKa Ha 6- Hejene XU3HU — pe3Koe IMOXYJEHUE,
00€e3BOXKHMBaHUE, TIIOKO3a KPOBU 18 MMOIB/1, KETOHypHUs OTCYTCTByeT. C-menTun
CHIDKEH. AHTUTENA K B-KiIeTkam oTpunarenbbl. Poguics ¢ Becom 2100 r (CI'M). K 3
MECSAIlaM OTMEYaeTCS MBIIICYHAs TUIIOTOHHS, 3aJepKKa MOTOPHOTO Pa3BHUTHS,
HUCTarM.
3agaHus:

1. IloctaBbTe AUArHO3.

2. Kaxkue reHsl HEOOXOIMMO UCCIEOBATH?

3. Kak u3mensiercs TakTuka JieueHus rpu BeisiBjeHUU myTanuu B KCNJ11?

4. KakoB MpOTHO3 MPH MEPEXO0/I€ C UHCYJIMHA HA CYJIb(OHUIMOYEBUHY ?

5. Uto Takoe DEND-cunapom u kak oH cBsizan ¢ KCNJ11?

OTAJIOH OTBETA:
1. HNuarno3: HeonaranmeHbiii nuaber, BepostHo KCNJ1l-accomuupoBaHHBIN, ¢
npusHakamu DEND-cunapoma.
2. T'ens: KCNJ11, ABCCS8, INS.
3. Jleuenne: OtTmeHa WHCYJAMHAa ©W  TEpPeXOJ HA  BBICOKHE  JIO3BI

CyJlb(OHUIMOUEBUHBI (TnuOeHknamug) — akTuBupyroT KATP-kanans
HE3aBUCUMO OT MYyTAallUH.

4. TlporHos: ['ukeMuuecknid  KOHTPOJb  3HAYWTENIBHO  YJIYYIIAETCS;
HEBPOJIOTMYECKUE CHMITOMBI MOTYT YaCTHYHO pPErpeccupoBaTh, HO HE
MOJIHOCTBIO.

5. DEND (Developmental delay, Epilepsy, Neonatal Diabetes) — tsoxénas popma
HEOHATAJIbHOTO AnabeTra, cBs3aHHas ¢ akTuBUpyromumu myTarusmu KCNJ11,
komupytomero cyovenuuuity Kir6.2 KATP-kanama p-xnerok. Myrtammu
HapYIIAIOT CEKPEINIO MHCYJMHA U BIUSIOT Ha HEHPOHAIBHYIO BO30YIUMOCTb.

Komnerenuun: YK-1, I1K-1
3amgaya 8.
Y HOBOpPOXIEHHOTO C BHEIIHUM (PEHOTUIIOM JEBOYKU (HOpMasbHbIE OOJBIINE
MOJIOBBIE TYOBI, KIIUTOP HE YBEJIMYEH) MIPU KapUOTUIIUPOBaHUU BbisiBlieH 46,XY . Ilpu
VY3 — Marka U SAMYHUKU HE OMNPEACNSIOTCS, €CTh BHYTPUOPIOUIHBIE TOHAJBI.
Tectocrepon Hu3kuii, AMI He onpenensiercs. MarepuHckas OepeMEHHOCTb
npoTekasa 0e3 mpuémMa ropMOHOB.
3anaHus:

1. IlocTaBbTE qUArHO3.

2. Kakue rensl He00X0UMO UCCIIEI0BATh?

3. KakoBa TakTuka BeneHus?

4. KaxoB nporxHo3 no ¢GepTHUIbHOCTA U TOPMOHANBHON (QYHKITHH?



5. Uem omimyaercss mosHas aHaporeHHas pe3ucteHTHOCTh (CAIS) ot atoro
ciy4as?

OTAJIOH OTBETA:

1. Jlnarnos: 46,XY DSD BcrnenctBue HapyiieHus Au@depeHIIupOBKUH rOHaa —
BeposiTHO, MyTarusi B NRSAL (SF1) nmu WT1.

2. TI'ensi: SRY, NR5AL, WT1, SOX9, DHH.

3. Takrtuka:

o  MyabTUIUCIMIUIMHAPHBIN MOJIX0A (3HIOKPUHOJIOT, YPOJIOT, IMCUXOJOT,
TEHETHUK);

o I'mcronoruueckoe vccienoBaHUE TOHA (PUCK TOHA00JIaCTOMBI);

o 3amecTuTeNbHas Tepamnus II0KO- U MUHepalokopTukonaamu npu WT1-
acconuupoBaHHou Oosie3nu Jlennca—/lpaina;

o HWHauBHIyallbHOE PEIICHHE 110 TeHIEPHOMY BOCITUTAHUIO.

4, TIpornos: IIpu NR5ALl — ajeHOTeHUTAIBHBIN CHHAPOM, OCCILIIOINE, BO3MOXKHA
TUIIOTOHAIOTPOIIHAS HEJO0CTaTOYHOCTh B IyOeprare. [ JIIOKOKOPTUKOUTHAS
GbyHKIHS 0OBIYHO COXPAHEHA.

5. Ilpu CAIS (myranuu AR) — HOpMallbHBIC SUYKH, BBICOKHH TECTOCTEPOH, HO

OTCYTCTBHE OTBETa Ha HETO — (DEHOTUNUYECKU J€BOUYKA. B maHHOM ciydyae —
HapylieHa cama quddepeHIpoBKa IUYeK, M03ToMy TectocTepoH u AMI He
BbIpa0AaThIBAIOTCS.

Komnerennuu: YK-1, IIK-1

3amaua 9.
VY Manpunka 16 et — penuanBUpyronas A3Ba KelyKa, HE OTBEYAOIIas Ha TEPAIHIO
WHTUOUTOpamMu MpoTOHHOM mommbl. [lpu sHAOCKONMUU — runepriazus G-KJIETOK.

VYposens ractpuaa — 1200 rr/mi, kambuuii — 3,1 mMoas/a, IITT — 120 nr/mi. ¥V
JleJ1a — «OIYXOJIA ITOJKEITYAOYHOM )Kele3bl U runepkanbuueMus». MPT rosmossr —
ajieHoMa runodusa.

3aganus:
1. TlocraBbTe qUArHO3.
2. Kakoii reH HeoO0X0 MO CEKBEHUPOBATH?
3. Kaxkos man Habmonenus npu noarsepxaéaHoM MEN1?
4. KakoBa TakTHKa BEJEHUS TaCTPUHOMBI?
5. Uem MENI1 otnuuaercs ot MEN2?
OTAJIOH OTBETA:
1. Jlnarnos: CUHJIpOM MHOKECTBEHHOU HIOKpUHHOM Heoruta3zuu tuna 1 (MENT).
2. I'en: MEN1 (na xpomocome 11q13).
3. Ilnan HaGmroneHUs:
o Exeromno: Ca?* |, IITI", nponaktun, UDP-1, ractpunH, XpoMOrpaHuH A;
o MPT/KT opranos 6promrHoit nonocta, MPT runodusa;
o CKpHUHUHT Ha UHCYJIMHOMBI, TJIFOKarOHOMBI.
4. Jleuenne ractpuHombl: Bbicokue go3et  UIII no onepauuu; 1pu

JIOKAJIU30BaHHOM OonyxoJim — pE3CKuuA, IpHU  MHOKCCTBCHHBIX —



COMATOCTAaTUHOBBIC aHAJIOT'H.

o MENI: aneHoMbI MapanuTOBUIHBIX XKeje3, TUIodu3a, Mo pKeIy109HoN
(ractpuHoma, uHcyanHomMa); reH MENL.

o MEN2: MenyuisipHBIM pak IIUTOBUIHOM Keje3bl, (PeoXpOoMOIMTOMA,
runepnapatupeos; red RET.

Komnerennun: YK-1, I1K-1
3anmauva 10
Y Mmanpunka 8 JeT — WHCYJIMHO3aBUCUMBIA nuabeT ¢ 4 JeT, MPOTrpeccCUupyromee
CHUKEHHE CIIyXa, HOUHOE Hellepkanue Moud. [Ipu o0ciaeoBaHuN — TIIIOKO3YpHUs TPU
HOPMAJIbHON TJIUKEMUM, CHIDKCHUE OCMOJBUIBHOCTH MOYM. AyYJIUOMETpUS —
JBYCTOPOHHSISI CEHCOHEBpabHasi TyroyxocTb. MPT rojoBel — aTpodusi 3pUTENbHBIX
HEepBOB. Poiutenu 310pOBbI, HO COCTOAT B Opake MeX Ay JBOIOPOJIHBIMU CHOCAMU.
3aganus:

1. TlocTaBbTE AUArHO3.

2. Kaxkoii reH He00X0JUMO HCCIIeIOBAThH?

3. Kaxkosa Taktuka jedeHus?

4, KakoB IporHo3?

5. IMouemy cunnpom Bonbdpama cuutaercs MUTOXOHIPUATBLHOM 00JIE3HBIO, XOTS

reH WFS1 — snepHbrii?

OTAJIOH OTBETA:

1. Juarno3: Cungpom Bonbsdpama (DIDMOAD: Diabetes Insipidus, Diabetes
Mellitus, Optic Atrophy, Deafness).

2. I'en: WFS1 (peueccuBHblii, xpoMocoma 4p16).

3. Jleuenue:

o HWucynun npu CI1;

o JlecMonpeccuH npu HEHTPaIbHOM HecaxapHoM Auadere;
o CyXOBbI€ amnmaparsl;

o Helporncuxosornyeckas noiIepxKa.

4. Tlporro3: HeOmaronpuaTHpIi — MpoOrpeccUpyromas HelpoaereHepanus,
JeTaNbHBIA MCX0A 4YacTo B 3—4-m necatunetuu (OynanOapHBIC HAPYIICHWS,
Mo4yeyHasi HeJJOCTaTOUHOCTD ).

5. 'en WFS1 «xomgupyer BoidpamMuH — O€JIOK, JIOKQJIM30BaHHBIA B
HHAOIIA3MATHYECKOM PETUKYIYME, PETYIUPYIONINI KaJIbIIMEBBIA TOMEOCTa3 U
ER-stress. Ero nedext BropuuHO HapyliaeT MUTOXOHAPUATIBHYIO (DYHKIIMIO,
4TO OOBSACHSET MUTOXOHJPHAIBHOMOAO0HYIO KapTHHY (HeHpoaereHepauus,
abeT), XOTs caM I'eH SACPHBIN.

Kpumepuu oyenuseanus pewienuss cumyayuoHHvlx 3a0a4.

«OTANYHO» — 00yYarOIIMMCS JaH MPaBUIbHBIA OTBET HA BOMPOC 3a/1a4H, O0ObSICHEHNE
X0Jla ee pelleHusl MoApoOHOe, MOCIEe0BATENbHOE, IPAMOTHOE, C TEOPETUYECKUMHU
00OCHOBaHUSIMH, C IPABIIIBHBIM U CBOOOJHBIM BIIAJICHUEM TEPMHHOJIOTHEN; OTBETHI
Ha JOTIOJIHUTEJIbHBIE BOIPOCHI BEPHBIE, YETKHE.



«XO0poIIo» — 00yJaroMMCsl 1aH MPaBUIIbHBIN OTBET HA BOIPOC 33aa4H, OObICHEHUE
XO07la €€ peleHus MoApoOHOE, HO HEJOCTATOUHO JIOTUYHOE, C €IMHUYHBIMU OIINOKaMHU
B JIETAJIAX, HEKOTOPBIMU 3aTPYJHEHUSIMHU B TEOPETUUECKOM 0OOCHOBAHHUM, OTBETHI Ha
JOTIOJIHUTENBHBIE BOIIPOCH! BEPHBIE, HO HEOCTATOYHO YETKHE.

«Y IOBJIETBOPUTEIBHO» — 00YYAIOIIUMCS JaH NMPaBUIbHBIM OTBET HAa BOIPOC 3aJ1a4H,
OOBSICHEHHE XOJa €€ PEIIEHUs HEAOCTAaTOYHO IOJHOE, HENOCIEA0BaTENbHOE, C
OlIMOKaMH, CIa0bIM TEOPETHUYECKUM OOOCHOBAaHUEM, OTBETHI HAa JONOJHUTEIbHBIC
BOIIPOCHI HETOCTATOYHO YETKHUE, C OLIMOKAMU B JETANISIX.

«HeynoBneTBopuTeNnbHO» — 00yYaromMMCs JaH HENPaBWIbHBIA OTBET Ha BOIPOC
3aayu 00 JaH MPaBWIBHBIA OTBET HAa BONPOC 3aJauyd, HO OOBACHEHHE XOJa €€
pellleHus] JaHO HEMOJIHOE, HEMOCIeN0BaTeNbHOe, C TpyObIMH oOmuOKaMu, 0e3
TEOPETHUYECKOT0 00OOCHOBAHUS, OTBETHI HA JIOMIOJHUTENIbHBIE BOMPOCHI HEMTPABUIILHBIE
WJIM OTCYTCTBYIOT.

2.2. llpomexyTouHast aTTecTalus MPOBOJUTCS B (POpME YCTHOTO OIIPOCa U PEILICHUS
CUTYallMOHHBIX (KJIMHUYECKHX) 3a/1a4
Cooeporcarue OYeHOUHbIX CPEeOCM8 NPOMENCYMOUHOU ammecmayuu.

Bonpocsl 15151 codecenoBanmsi
Komnerennun: YK-1, I1K-1
1. OcnoBel renetuku: ctpykrypa JJHK, xpomocomsl, reH, auiens. LlenTpansHas morma
MOJIEKYJIIPHOI OMOTOTUY (pETTMKALIMSL, TPAHCKPHUITLKS, TPAHCIIALIMS)
OTAJIOH OTBETA: Crpykrypa JJHK. [{e3oxkcupudbonyknennonas kuciora (JJHK) —
MOJIEKYJIa, HEeCyllas HacJlEICTBEHHYI0 HH(POPMALMIO Y BCEX >KUBBIX OPraHU3MOB.
Xumnyeckoe crpoenne: JIHK cocrouT w3 AByX cnupanbHO 3aKpy4YEHHBIX LETIEH
(nBoliHas cnupanb, Monenb YorcoHa—Kpuka). Hykmeorunst — monomepst JIHK,
KKJIBIA COMEPIKUT: AC30KCHpHuO03y (caxap), ¢hochaTHyro TPYyIITy, OJHO U3 YETHIPEX
a30TUCTBHIX ocHOoBaHui: aneHuH (A), tumuH (T), ryanun (G), murosun (C).
XpOMOCOMBI — BBICOKOOPTAaHMU30BaHHbBIE CTPYKTYpPHBI, B KOTOphie yrakoBaHa JIHK B
anpe KiIeTku. Y yenoBeka 46 xpomocom (23 mapsl): 22 mapsl aytocom + 1 mapa
noJIoBBIX XpoMocoM (XX y nmeBouek, XY y MajmpduKoB). ['€H — (QyHKIMOHAIbHAS
eIMHUIAa HacleACTBeHHOCTH. D10 ywactok JIHK, kxoTopslii: kogupyer Oenok wiu
dynkimonanpHyto PHK (manpumep, TPHK, muPHK); comepxut perynstopHbie
(mMpoMOTOp, IHXAHCEPHI) U KOIUPYIOIIHNE MOCIEI0BATEIbHOCTH (3K30HBI U UHTPOHBI).
Annens — BapuaHT OAHOTO U TOTO K€ I€Ha, PACTIOJI0KEHHBIM B OJJMHAKOBOM JIOKYCE
(MO3UIMM) HAa TOMOJOTMYHBIX XpOMOcOMax. Y KaXJOro 4ejoBeKa IO JBa ajuless
Ka)KJI0ro reHa (Mo OJHOMY OT MaTepu M OTua). AJIETU MOTYT ObITh: UJECHTUYHBIMU
(roM03UroTa), pa3HbIMH (T€TEPO3UTOTA).
[lenTpanbpHas g0rMa MOJEKYISIPHOH OMOJOTUN — 3TO (PYyHIAAMEHTAIbHBIA TPUHIIMII,
OINKCHIBAIOIIMI HAMpaBJICHUE Tepelaud TeHEeTHYECKOM HMH(popMalMu B KIETKE.
ChopmynupoBana @Dpsncucom Kpukom B 1958 romy. CommacHo 31oit morme,
renetnyeckas uHpopmanus nepenaércs or JJHK — x PHK — k Oenky, HO He B
oOparHoM HampasiieHHH. OCHOBHBIE MPOLIECCHI IIEHTPAIbHONW JOTMBI: PETUIMKALINA,
TPAHCKPUIILUS, TPAHCIIALIHS.
2. T'eHomM d4esOBEKa: KOAMPYIOLIME W HEKOAUpYHOIIHe peruoHsl. [loHsTHE O



reHetTuaeckom noaumopdusme, SNP, CNV.
OTAJIOH OTBETA: I'enoMm uenmoBeka — 3TO TOJHBIM HAOOp HACIEICTBEHHOM
uHpopmanuu, 3akonupoBanHoi B JIHK. On comepxkut oxono 3,2 mwuiuvapaa mnap
HYKJICOTUJIOB U PACIIOJIOKEH B 23 mapax XpoMocoM (B sJpe KIETKH) U HEOOIbIION
MoJieKyse MutoxoHapuansHoi JJHK.
[enetnueckuit  monmumopdusMm  —  3TO €CTECTBEHHOE  pa3zHooOpazue
nocinenoBarenbHoctel JJHK mMexay ocobsmu ogHOro Buaa, mpu KOTOpoM Haubosee
pacrpoCTpaHEHHBIA BapHaHT (ajielib) BCTpeuyaeTcs MeHee yeM y 99% HaceneHus.
Hpyrumu cnoBamu, eciau onpenenéuusiii Bapuant JHK npucyrctByer y >1% mroneit
B TIOMYJISIIUU — 3TO MOJIUMOP(H3M, a HE peKasi MyTallusl.
[TomuMopdu3MBIL: SBISIOTCS HOPMAJIBHONW YacThI0 TEHETHYECKOW HW3MEHUYHUBOCTH;
MOTYT BIUSATh Ha BHELIHOCTh, METAa0O0JIM3M, MPEIPACHOJIOKEHHOCTh K OOJE3HSM,
pEaKIMIO Ha JICKapCTBA; HE BCErJa MaTOreHHbl — OOJIBIIMHCTBO HEUTPaJbHBI WM
umeror ciabeii apdext. SNP  (Single Nucleotide Polymorphism) —
OJTHOHYKJICOTHJIHBIA MOMIUMOPGU3M. DTO 3aMeHa OJHOTO HYKJIEOTHJIa Ha JPYyrod B
orpee€HHON nmo3uluy reHoma (Hanpumep, A — G). CaMblii pacipoCTpaHEHHBIN TUIT
nonuMopdusma: Becrpedaercs kaxasie 300—1000 HyKJIEOTHIOB B T€HOME YEIOBEKa.
Bcero B renome denoBeka onucano 6onee 700 mumuironoB SNP (1o ganasiM dbSNP).
CNV (Copy Number Variation) — Bapuaius 4Yucia KONUH. DTO CTPYKTYpHbBIC
m3MmeHenus JIHK, npu xkortopsix yyacTku reHoma JiauHo# oT 1 000 map HyKJI€oTHI0B
(1 kb) 10 HECKONBKUX MUJUIMOHOB MPHUCYTCTBYIOT B Pa3HOM YHMCIIE KOMHUHA y pa3HBIX
monpeir. CNV  BrmroyaroT:  jgeneuuu  (mMoTepss  Komui), — IyIUIMKalluu
(ynBoenue/yBenuuenue konuit). Ocodennoctu CNV: 3arparusator 10 10—15% renoma
yenoBeka; MoOryT BKIIOYaTh 1€NbI€ TE€HbI, PErYISTOPHBIE AJIEMEHTBbl WM
HEKOJUPYIOIIUE  YYacTKW; SIBIAIOTCS  BaKHBIM  HMCTOYHHUKOM  T€HETHYECKOU
WU3MEHUYMBOCTH U BOJIIOIUH.
3. Knaccuduxkanuys MyTaruii: TOUKOBbIE, HHCEPLUU/ IeTeu, GperuMImmn@Th, Crutaiic-
CallT MyTaluu
OTAJIOH OTBETA: Knaccudukanusi MyTaIimii:
5. ToudkoBbIe MyTalMK — 3aMEHa OJTHOTO HYKJICOTHA HA JIPYTOH.

o Muccenc-mymayus: 3aMeHa NPUBOAUT K IPYrol aMMHOKHUCIIOTE.

o Honcenc-mymayus: 3ameHa co3aaéT CTON-KOJOH — YCEUEHHBIN OEIOK.

o CuHoHUMUYecKas (muxas). aMAHOKHCIIOTAa HE MEHSIETCS.

6. Uncepuuu/nenennn (indels) — BcTaBka WM MOTEPS OJTHOTO UM HECKOJBKUX
HYKJIEOTUIOB.

7. OpedMmMpT-MyTallMd — HWHCEPLUMS] WIM Jelieluds He KpaTHas TpEM
HYKJIEOTHUJIaM, YTO CIBHUTAa€T PaMKy CUMTHIBaHUS reHa. [[pMBOauT K mOIHOMY
U3MEHEHUI0  aMHUHOKHMCIIOTHOW  MOCJEAOBATEILHOCTH U TOSIBJICHUIO
MPEXIEBPEMEHHOTO CTOMN-KOJI0HA — HE(QYHKIMOHATBHBINA OEJOK.

8. Cmumaiic-calT MyTanmu — HW3MEHEHHS B TpaHUIAX HHTPOHOB U DK30HOB
(0OblyHO B KOHCEHCyCHbIX mocnenoBarenbHocTIX GT/AG), nHapymaromnme
npaBwiIbHbIN crtancuar MPHK. Mosket npuBecTH K BKIIOUEHUIO HHTPOHOB HIIN
IPOIMYCKY 3K30HOB — aHOMAJIbHBIN OEJIOK.

4. HacnencTBeHHbIE MATTEPHBI: AyTOCOMHO-IOMUHAHTHBIMI, 8y TOCOMHO-PELECCUBHBIH,
X-CUEIIEHHbIA, MUTOXOHApUaIbHbIM. Mo3anun3m u xumepusMm. [IeHeTpaHTHOCTD,



DKCIPECCUBHOCTD, INIEUOTPOIHS.

OTAJIOH OTBETA:

AyTOCOMHO-JOMMHAHTHBIN: MyTaIus B OJHOM ajijiejie ayTOCOMHOTI'O Ir'eHa (He OJI0BOM
XPOMOCOMBI) TOCTAaTOUYHA JIJIsl MposiBieHus Oone3nu. [lepenaércst oT omHOrO 60IBHOTO
poauTens; puck s nmoromctea — 50%.

AyTOCOMHO-peIeCCUBHBIN: 3a001eBaHUE MPOSIBISETCS TOJIBKO MPHU JABYX MYTaHTHBIX
aensx. Ponurenu oObIMHO 310pOBbIE HOCUTEIU; PUCK JUTs pe6énka — 25%.
X-cuereHnsli: ['eH nokamms3oBaH Ha X-XpoMocoMme. PeneccHBHBIM: MaJIBYMKH
oonerot yaiie (y HuX oaHa X), 1€BOYKH — HOCUTEIIbHUIIBI.

MuToxoHapHaIbHbI  (MarepuHCKuil): Mytamuu B muToxoHApuansHo JIHK.
[lepenaércst TONMbKO OT MaTepu (CHEPMATO30UJbI HE BHOCSIT MUTOXOHJIPUU).
[IposiBnenus 3aBucAT ot 10 MyTaHTHBIX MT/IHK (retepornasmust).

Mo3anusM u XHUMEpU3M — COCTOSIHMSI, IPU KOTOPBIX Y OJHOIO OpraHu3Ma
IPUCYTCTBYIOT KJIETKH C Pa3HbIM T€HETUYECKUM COCTaBOM.

Mo3annm3Mm: Bo3HUKaeT y 0IHOTO MHAMBUJIA B PE3YJIbTAT€ COMATHYECKON MyTallUH
noclie oIIoA0TBOpeHusi. OpraHus3M COCTOUT U3 ABYX (WM 00J1ee) KIETOUHBIX JINHUH C
Pa3HBIM F€HOTHUIIOM, HO OJJHOTO 3UTOTHYECKOTO ITPOUCXOKICHHUS.

XumepusMm: Bo3HUKaeT Mpu CIAUSHUU ABYX 3UTOT WIM OOMEHE KJIETKAaMU MEXKIY
Onmu3HenaMu In utero (WM TOCJHe TpaHCIUIaHTauu/mepenuBanus). OpraHusm
COACPKUT KJIETKH Pa3HOIO 3UTOTHMYECKOTO MPOUCXOXKACHHUS (HAaIpUMEp, C pa3HbIM
MIOJIOM WJIM TPYIIION KPOBH).

[leHeTpaHTHOCTh, SKCHPECCUBHOCTh, IUICHOTPONUS — KIIOYEBBIE TMOHATUS B
TeHETHKE, OMMCHIBAIOIINE MTPOSBIICHUE HACIEICTBEHHBIX TPU3HAKOB. [leHeTpaHTHOCTh
— JIoJI1 HOCHUTEJEH MaTOreHHOro aiiens, y KOTOpbIX Mpu3HaK (3a0osieBaHUE)
nposBisAeTcs (QEHOTHUNHYECKU. OKCIPECCUBHOCTh — CTENEHb BBIPAKEHHOCTH
NpU3HAKa Yy pa3HbIX HOCUTENEeH OAHOM M TOW ke MyTauuu. Moxer ObITh
BapuaOeNbHOM: OT NErKoM 70 TsHKENIoM popmel (Hampumep, rpu Heiipodudpomarose 1
tuna). [Ineifiorponus — crnocoOHOCTh OAHOTO T€HA BIMITh HA HECKOJIBKO, BHEILIHE HE
CBsI3aHHBIX Tpu3HakoB. [Ipumep: myranus B rene FBNI1 npu cunmpome Mapdana
BBI3BIBAET NTOPAYKEHUE TIIA3, CKEJIETA U CEPAECUYHO-COCYAUCTON CUCTEMBI.

5. Kapuorunuposanue, FISH. III[P, Sanger-cekBenupoBanune. NGS: manenbHOe
CEKBEHUPOBAHHE, IK30M, TEHOM

OTAJIOH OTBETA: Kapuorunupoanne u FISH — muToreHernueckre MeETOJbI
aHaan3a XpOMOCOM:

KapuotunupoBanue — MUKPOCKONUYECKUN aHAIU3 YUCIa U CTPYKTYPbl XPOMOCOM B
Mmetadaze. [To3BossieT BoIsIBUTH aHeyrionauu (Hanpumep, Cunapom Tépuepa (45,X)),
KpYNHbIE JIEJCIUH, AYIUIMKALUWU, TpaHCIOKaluKU. Pe3ynbrar mpeacTaBisioT B BHJIE
KapuOTHIIa — YIOPSIIOYEHHOTO Habopa XpOMOCOM IO Mapam.

FISH (dnyopecuentnas rubpumuzanus 1in situ) — METOM, MCHOJb3YIOIIUI
dnyopecuientHo  meueHHble  JIHK-mpoOwi, koMmrmemeHTapHbIe — OMpeaeaEHHBIM
ydacTkaM xpomocoM. [lo3BossieT oOHapyXUTh MUKPOJEICNH, MUKPOIYTITUKAIIUH,
TPAHCJIOKAINK, KOTOPhIE€ HE BHUJHBI IPU OOBIYHOM KapHOTUIIUPOBAHWH (HAIIPUMED,
nenenus 22q11.2 npu cunapome du Jlxopaxn).

[IIP (monmumepa3Hass LenHas peakUuus) — METOJ MHOTOKPAaTHOIO KONMMPOBAHHUS
(ammumdukanuu) onpenenénHoro ydactka JIHK. Ilo3Bonser momydnTh MHIITHOHBI



Komui (parMeHTa AJisi nanbHeimero ananu3a. llupoko ucnonb3yercs: Kak MepBbId
Talm B JMArHOCTUKE (Hampumep, A BbisiBlIeHUs fAenenuit B reHe SRY wiwm
amruidukanuu 3k30H0B reHa CYP21A2 npu BI'KH).
Sanger-ceKBEHUPOBAaHUE — METOJ ONPENCIICHUS] TOYHOW MOCJEN0BATEIbHOCTH
HYKJI€oTU10B B KOpoTkoM (10 800—1000 m.H.) yyactke JIHK. Cunraercsi «3010ThIM
CTaHAAPTOM» ISl TOITBEPXKACHUS TOYKOBBIX MyTaluii W HEOONBIIUX HWHIEIOB.
[Ipumensiercs, HanpuMep, MpY AUATHOCTUKE MOHOTeHHOTo Auabdera (mytamuu B GCK,
HNF1A) wiu BpoxKIEHHOTO THIIOTUPEO3a.
NGS (cexkBeHHpPOBaHUE CIEAYIONIETO TOKOJEHUSI) — BBICOKOIPOU3BOIUTEIbHBIN
METOJ] TapaJIIETHFHOTO aHaln3a MIJITMOHOB (pparmenTos JIHK.
[laHenpHOE CEKBEHHpPOBaHUE. AHAIIN3 3apaHEe 33 JaHHOTO HA00Opa TE€HOB, CBA3aHHBIX C
omnpenenéHHoM rpynmnoi 3aboneBaHuUi (HampuMeEp, «IaHEIb TEHOB JIETCKOM
supokpunonatun»: PROPI, POUIFI, HESXI, CYP2142, GCK wu nap.). beictpo,
HEZ0POTo, YA0OHO JJIsl IEJIEBOM TNarHOCTHKHU.
Ox3omHoe cexkpeHupoBanue (WES). CekBeHupoBaHue Bcex 9k30HOB (~1-2% reHoma,
HO ~85% W3BECTHBIX MATOT€HHBIX MyTauuii). HMcmonap3yeTcs Mpu  CIOXKHBIX,
ATUIMUYHBIX WK CUHAPOMATBHBIX (hOpMax SHAOKPUHOMATHH, KOT/Ia «ITaHeNb» He AaéT
OTBETA.
['enomHoe cexBenupoBanue (WGS). Ananu3 Bcero reHoma, BKIIOYas HK30HBI,
WHTPOHBI M PEryIATOpHbIE peruoHsl. HamOosee MNONMHBIN, HO IOPOrOCTOSIIMN U
CJIOXHBIN B WHTeprpeTanuu. [IpuMeHseTcs B HMCCIEIOBATEIbCKUX IEISAX WU MPU
Heynaue WES.
B nerckoit SHIOKPUHOJIOTUM BBHIOOP METOJa 3aBUCUT OT KJIMHUYECKOW KapTHHBI: OT
LEJIEBOM MaHeNI — K 3K30MY/T€HOMY IPH HESICHOM JIMarHo3e.
6. buonndopmatuka: naTepnperaius BapuantoB (ACMG-kpurtepun). HemnBaznBHas
npeHaranbHas auarnoctuka (HUIIT).
OTAJIOH OTBETA: buoundopmaruka: wunTepnperanus BapuantoB (ACMG-
KpUTEPUH) — OTO TMPOIECC aHajdu3a U KIAaCCU(UKAIUUA BBIABICHHBIX TIPH
cekBenupoBanun JIHK renermyecknx BapHaHTOB MO E€IWHBIM MEXKIYHAPOIHBIM
cTaHjapTaM, pa3paboTaHHBIM AMEPUKAHCKUM KOJIJIEIKEM MEIUIIMHCKOW TeHEeTUKH U
renomuku (ACMG). Bapuants! knaccudunmpytorcs Ha 5 kareropuid: [larorennsie (P),
BepostHo mnarorennbie (LP), HewusBectHoil knmHuueckor 3HauumocTu (VUS),
BepositHo nobpokauectBennsie (LB), JloGpokadectBennsie (B).
Knaccuduxaius ocHoBaHa Ha KOMOMHAIIMU 28 KPUTEPUEB, CTPYIIITUPOBAHHBIX B:

o [Ilarorennsie npusznaku (PVS1 — ouens cuibHbIN, PS1-PS4 — cunbabie, PM1—

PM6 — ymepennsbie, PP1-PP5 — nogaepxuBaroiue);

o JloOpoxauectBennsie npuszHaku (BA1l, BS1-BS4, BP1-BP7).
B nerckoit snmokpuHosornn  ACMG-knaccudukanusi 1MOMOTraeT OTIMYUTH
Oosne3HeTBopHble MyTanuu (Harpumep, B PROPI wmu CYP21A42) ot 0Oe3BpenHbIX
MOJIMMOP(PU3MOB U TPUHUMATH KITMHUYECKUE PEIICHMUS.
HewnnBasuBHas npeHaranbHas auarHoctuka (HUIIT) — wMerom ckpuHuHTa
XPOMOCOMHBIX aHOMAJMH y Tiofa 0e3 pucka ajisi OEpeMEHHOCTH, OCHOBAHHBIM Ha
aHanu3e cBoOomHo tMpKyaupytomei ¢deransHoi JIHK (cfDNA) u3 marepuHCKOU
KkpoBH (¢ 9—10 Hexenu recranun).
HUIIT — Oe3omacHblii, BBICOKO YYBCTBUTENBHBIA (10 99% st tpucomuu 21)



IPEHATAJIbHBI CKPUHUHI, HO OCTAETCS CKPUHUHIOBBIM, a HE JUArHOCTHYECKUM
TECTOM.

7. HacnenctBennble Qopmbl TunonuryuTapusMa. CeMelHbId H30JUPOBAHHBIN
neduIuT ropMoHa pocTa

OTAJIOH OTBETA: HacneactBeHHbie (QOpMBI THNONUTYUTapH3Ma — PEIKHE
reHeTHYeCcKue 3a00JIeBaHMs, MPUBOJAIIUME K BPOXKAEHHOMY AEPUIUTY OJHOTO WU
HECKOJBKHX TOPMOHOB NepeHel 10U runodusa.

OCHOBHBIE NPUYMHBI - MyTaluu reHoB pa3BuTus runoguza: PROPI1 (ayrocomuo-
perieccuBHO) — camblidi dacTeiii TeH; aedunut GH, PRL, TSH, LH/FSH, urorma
ACTH, POU1F1 (PIT1) — nmeduuur GH, PRL, TSH, HESX1 — accouuupoBaH ¢
cenTo-ontuiecko  mucrasmenr, LHX3, LHX4 —  xoMOuHUpOBaHHBIHA
TUIONUTYUTAPU3M, YACTO C AHOMAJMSIMU CTPOEHUS Mo3ra W uepena. [IposBnenus y
JeTel: 3a/IepakKKa poCcTa, TUIOTIIUKEMUS, KENTyXa, MUKPOIIEHUC, OTCYTCTBHE MOJIOBOTO
co3peBaHus. J[MarHOCTUKA BKIIIOUAET TOPMOHAIBHOE 00CIIEOBAHUE U T'€HETHYECKOE
TECTHPOBAHUE; JIEUECHUE — 3aMECTUTENIbHAS! TOPMOHAJIbHAS TEPAMUSL.

CeMeliHBIi  M30JIMPOBAHHBIN  AEPUIMT TOPMOHAa pOCTa — HACJIEICTBEHHOE
3a00JIeBaHUE, XapaKTEPU3YIOLIEECs CEIEKTUBHBIM HepgocTaTkoM ropMoHa pocrta (GH)
IPU HOPMAJIBHOM CEKPEIMH IPYTUX TOPMOHOB THUIo(u3a.

[Tpuuunsl: mytamuu B reHax GH1 (komaupyer cam ropmon poctra) mnu GHRHR
(peuenTop TrOpMOHa pOCTAa-PWIM3MHI TOpMoHa). HacnemoBanue: ayToCOMHO-
perneccuBroe (4ame npu GHRHR) wm ayrocomuo-momunantHoe (mpu GHL).
[IposiBineHus: BbIpaKeHHas 3a/iepkKKa pocTa C POKIAEHUS WM C PAaHHEro JIETCTBa,
MPOMOPIIMOHATIBHOE TEJIOCIOXKEHUE, «JIETCKOE» JIULIO, TUIIOTJIMKEMUS Y MJIQJICHIEB.
Jleyenue: 3amecTUTENbHAs Tepanusi peKOMOWHAHTHBIM TOPMOHOM pocTa. [[uarsos
MOATBEPKIAETCS TE€HETUYECKUM TECTUPOBAHMEM, YTO BAXXHO i1 NPOrHO3a U
T€HETUYECKOr0 KOHCYJIbTUPOBAHUS CEMBH.

8. Hecaxapnspiii tuabet: AVP, AVPR2, AQP2

OTAJIOH OTBETA: Hecaxapusii tuadet (HJl) — Hapymenue BogHoro oomMeHa us3-
3a gedpunmra win HedPOEKTUBHOCTH aHTUIMYypeThdeckoro ropmona (AL,
Ba30IPECCHHA).

Hentpaneubii HJ[: BhI3BaH MyTanusmu B reHe AVP (koaupyeT Ba3ompeccuH),
HACJEeNyeTCsl ayTOCOMHO-AOMHMHAHTHO. [IpMBOAMT K HEIOCTATOYHOM CEKpEeUHuu
rOPMOHA TMITOTAIAMYCOM.

Hedporennsiit H/I: mouku He O0TBEUalOT Ha Ba30MpecCUH M3-3a myTtanuil B: AVPR2
(peuenTop BazomnpeccuHa B Todkax) — X-cuermieHHbid (90% caydaer); AQP2
(BOJHBIN KaHAJ aKBallOPUH-2) — ayTOCOMHO-PEIICCCUBHBIN WIIH JOMUHAHTHBIM.
KnuHuka: nmonuauricus, nojauypus, runepHarpuemus. JleueHue 3aBUCUT OT (HOPMBL:
necMonpeccuH 3 PeKTUBEH TONBKO Npu LeHTpanbHoM H/I.

9. Bpokn€HHBIN TUIOTUPEO3: AUCTEHE3US VS IUCTOPMOHOT€HE3

OTAJIOH OTBETA: BpoXIEHHBI THUIOTUPEO3 — COCTOSHHUE, BBI3BAHHOE
HEJOCTATOYHOU BBIPAOOTKON THPEOHIHBIX TOPMOHOB C POXACHUA. PaznuuaroT aBe
OCHOBHBIE (DOPMBI:

Jucrenes3ust muToBUIHOM xene3bl (85-90% ciyuaeB):

— AHOMAJIMM PA3BUTHS KeJe3bl — areHe3us (IOJIHOE OTCYTCTBHE), TMIOIUIA3Us
(Hemopa3BHUTHE) WM DKTONUS (HENPaBUIIBLHOE PACIOJIOKEHUE, HAIPUMEDP, Y KOPHS



SI3bIKA).

— Yalle Cropaauyeckasi, HO MOXET ObITh CBsi3aHa ¢ MyTanusaMmu reHoB NKX2-1,
PAX8, FOXE1, TSHR.

Jucropmonorenes (10-15%):

— JKeJIe3a pa3BUTA HOPMAJIbHO, HO HAPYILIECHBI ATAlbl CHHTE3a TUPEOUIHBIX TOPMOHOB
(MoaupoBaHue, CBSI3bIBAHUE 1OAQ, POTEOIU3 TUPEOTIO0YIMHA U . ).

— HaclieZlyeTcs ayToCOMHO-perieccuBHO; MyTaruu B redax TG, TPO, SLCSAS (NIS),
DUOX2, IYD u np.

Huddepenunanys BakHa IS MPOTHO3a: AMCTEHE3Uss — OOBIYHO MOKW3HEHHBIH
TUIIOTHPEO3; TUCTOPMOHOTEHE3 — MOKET OBITh YACTUYHO KOMITIEHCUPOBAH.
10.Cemeitnblit MenyIspHBIN pak mUTOBHIHOM Kene3sl (RET)

OTAJIOH OTBETA: Cemelinblii MeayUIsIpHbIN pak muToBUAHON xene3bl (MPLLK)
— HacJICJICTBEHHass (opMa OIyXOJIM, HCXOnusmied u3 mapadoiuMKyIsapHbXx (C-)
KJIETOK IIUTOBUIHOM KEJIE€3bI, MPOAYLIUPYIOINX KAIBLIUTOHUH.

OOycloBJI€H ayTOCOMHO-JOMMHAHTHBIMM MyTauusimMu B TeHe RET (peuentop
TUPO3UHKHUHA3BI).

SBnseTcs KOMIIOHEHTOM CUHAPOMAa MHOKECTBEHHON YHIOKPUHHOM HEOIUIa3UX TUIIA 2
(MEN2): MEN2A: MPII)X + deoxpomonuToMa + rumepruia3us mapaniuTOBHIHBIX
xkené3; MEN2B: MPHIXK + ¢eoxpomoruroma + MapdaHOMIHOE TEIOCIOXKECHUE,
HEHPOMBI CIIM3UCTBIX.

[Iponunaemocts o MPIK — nmoutu 100%; prck 1 arpeccuBHOCTB OITyXOJIU 3aBUCST
OT KOHKpeTHOTo 3k30Ha reHa RET (Hampumep, MyTauuu B 3K30HE 16 — BBICOKHIA
PUCK).

[Tpodunaktuka: npodunakTuueckas TAPEOUIPKTOMHUS B PAHHEM JIETCTBE Y HOCUTEIIEH
MyTaluu (B 3aBUCUMOCTU OT YPOBHS pucka o knaccuukaunu ATA).

['enetnueckoe TectupoBanue Ha RET oGs3arensHo y Beex nanuentoB ¢ MPIIK u ux
POJICTBEHHHKOB.

11.Bpoxxnénnas rumnepriasus kopel HamanodeunukoB (BJIKH): CYP21A2 (21-
T'MJIPOKCUIIA3a) — MOJIEKYJIIPHBIE MEXAaHU3Mbl, TEHOMHAsl OpraHu3aLysl, ICEBIOT€HbI
OTAJIOH OTBETA: Bpoxnénnas rumnepruiazusi kopbl HaanoueuyHukoB (BI'KH)
BcaeAcTBue Aeduinura 21-ruapokcunassl — Hambonee dactas (opma (90-95%
clly4aeB), BbI3BaHHas MyTauusiMu B rene CYP21A2.

Monexynspusiii MexanusMm: Jlepexkt ¢epmenta 21-ruapokcunaszbl — HapyIICHHUE
CUHTE3a KOPTU30Ja U aJIbJOCTEPOHA — HAKOIICHUE MPEAIIECTBEHHUKOB — N30BITOK
aHJPOTEHOB — BUPHUJIM3ALIMS, COJICBOUM KpHU3 (B Kilaccuueckoit hopme).

I'enomuas opranmzanusi: ['en CYP21A2 pacnonoxken B jokyce 6p21.3 B cocraBe
RCCX-monyns, kotopbiit comepxkutT Takke: CYP21A1P — HedyHKUIMOHATBHBIN
niceBaoreH (98% romonorun ¢ CYP21A2); renst TNXB, TNXA, RP1, RP2.
IIceBnorens! u narorenes: M3-3a Beicokoid romosioruu mexay CYP21A2 u CYP21AI1P
4acTO IPOUCXOAIAT HEPABHBIM KPOCCHHIOBEP W TE€HHAas KOHBEPCHS —> Iepenada
MyTalui U3 MCEBAOreHa B (PYHKIIMOHAIBHBIN I'eH.

bonee 95% natorennsix BapuanToB B CYP21A2 npoucxoasat umenno n3 CYP21A1P.
OTO YCIIOXHSIET MOJIEKYJSIPHYIO JMAarHOCTUKY U TpeOyeT METOJOB, YUHTHIBAIOIINX
reHOMHYI0 CTpYKTYpy (MLPA, 10JITrOCEKBEHCHHT).

12.Penxue dhopmst BJIKH: CYP11B1, HSD3B2, STAR, CYP17Al



OTAJIOH OTBETA: Peakue ¢opMbl BpOXIEHHOW TUINEPIUIa3HH  KOPBI
HaganoueyHukoB (BI'KH) Bbi3Banbl nedexramu apyrux pepMeHTOB CTEpOUIOTeHe3a:

CYPI1BI (11B-ruapokcuinasa): neUIUT  KOpPTU30Jla,  HM3OBITOK 11-
JN€30KCUKOPTUKOCTEPOHA —>  apTepuajbHas THUNEPTEH3Us +  BUPWIM3ALMS.
HacnenoBanne — ayTOCOMHO-PELIECCUBHOE.

HSD3B2 (3B-rumpokcuctepouieruporeHasza): OJOK CHHTE3a BCEX CTEPOHUOB
(KOpTH30J1, aJbJIOCTEPOH, MOJIOBbIE TOPMOHBI); Y MalbYMKOB — HEIOCTAaTOYHAs
BUpWIN3alUs (MUKPOIIEHHUC, TUIIOCTAANs); Y I€BOYEK — JIETKas BUpHIM3aLUs (M3-3a
nepudepudeckoro ASHCTBHUS IETHIPOINHAHAPOCTEPOHA). MOXKET COMPOBOXKIAATHCS
COJIEBBIM KPH30M.

STAR (crapouIOoreHHBI OCTPOPETYISATOPHBIN O€oK): HapylleHHEe TpaHCIopTa
X0JIECTEpUHA B MUTOXOHJIpUU —> JIMIKJI03 HAAMOYEYHUKOB (Oomne3Hs Jlrommura);
TsDKENAs HAANOYEUHHKOBAsT HEJIOCTATOYHOCTh Y HOBOPOXKJIEHHBIX OOOMX MOJOB +
HapyIlIEeHUE TTOJIOBOTO PA3BUTHS Y MAJIbUUKOB.

CYP17A1 (170-rumpokcunasza/l17,20-nmuaza): nepunut KopTHU30ja W TMOJIOBBIX
TOPMOHOB,  M30BITOK  MHUHEPAJIOKOPTHUKOUIOB;  apTepuaibHasi  TUIEPTEH3US,
runokanmuemusi; y 46,XY — xeHckuil peHoTun (u3-3a OTCYTCTBHUSL aHAPOTECHOB); Y
46,XX — 3aeprKKa IOJIOBOTO Pa3BUTHSL.

Bce ¢popMbl — ayTOCOMHO-periecCUBHbBIE; TPEOYIOT CIEU(PUIECKON TOPMOHAIBHOMN U
F€HETUYECKOW TMarHOCTUKHU.

13.CuHOpoMBI C  MHOKECTBEHHOM  DJHIOKPUHHOM  HEIOCTATOYHOCTBIO U
HAJNO0YEeYHUKOBOM HepocTtarouHocThio (MC2R, MRAP)

OTAJIOH OTBETA: CunapoMsbl c MHOECTBEHHON SHIAOKPUHHOU
HEJIOCTAaTOYHOCTHIO M HAJANOYCYHHUKOBOM HEJOCTATOYHOCTHIO, cBsi3aHHbIe ¢ MC2R n
MRAP, otHOCcATCS K BpOXAEHHONM W30JMpPOBaHHOW HenoctaroyHoctn ACTH-

perenropa:
e« MC2R — ren, xomupytommuii penentop AKTIT Ha KieTkax KOpbI
HAJIIIOYCYHUKOB.

« MRAP (Melanocortin 2 Receptor Accessory Protein) — 0esok, He0OXOAUMBIi
JUTst Tpancnoprta u pynkuuonupoBanus MC2R.

Myrtauuu B MC2R  (ayrocomHo-peueccuBHbie) win  MRAP  BbI3bIBAIOT
pesucteHTHOCT, K AKTI' — HapylieHne cTUMyJsUUKA KOpbl HAANOYEYHUKOB —>
BTOpUYHas (LEHTpajibHas MO (EHOTHIy) HAANOYEYHUKOBAS HEJOCTaTOYHOCTb,
HeCMOTps Ha BbICOKUH ypoBeHb AKTT .
Knuuuka (mposiBisieTcss B MJIQJICHUECTBE): TUIMOTIUKEMHUS, >KEITyXa, TUIOTOHMS,
runepnurMenTanus koxu (u3-3a Beicokoro AKTI'), coxpaHeHa (pyHKIUS MOJOBBIX
Ken€3 U MIMTOBUIHOM Kelie3bl (B OTIIMYUE OT TUIONMUTYUTAPU3MA).
Jlnario3 MOATBEPXKAAETCSI TEHETUYECKH; JIEYEHUE — 3aMECTUTEIbHAs Tepamnus
TJIFOKO- U MUHEPAJIOKOPTUKOUIAMHU.
14.MODY (Maturity-Onset Diabetes of the Young): GCK, HNF1A, HNF4A, HNF1B.
[Toxxonpt k Tepanuu MODY nuabeTta Ha OCHOBE TE€HOTHIIA.
OTAJIOH OTBETA: MODY (Maturity-Onset Diabetes of the Young) — rpymma
MOHOT'€HHBIX (hOpM caxapHOro AuadeTa ¢ ayTOCOMHO-IOMUHAHTHBIM HACJIeI0BaHUEM,
NeOI0TOM B JETCTBE/IOHOCTU M COXPAHHOW CEKpeIreil HHCYInHA.
OCHOBHBIE T€HBI U OCOOCHHOCTH:



GCK-MODY (MODY 2):

— MyTalusl TIIOKOKHHA3bl —> «IOBBIIICHHBI TOPOT» TJIIOKO3bl I CEKPELHH
WHCYJINHA;

— nérkas cTabuibHasi TUIEPIIIMKEMHUS C POKIEHUS, YaCTO HE TpeOyeT JIeUEHUSI.
HNF1A-MODY (MODY 3):

— MPOTPECCUPYIOMIHM 1ePUIUT UHCYIINHA;

— BBICOKAsl YyBCTBUTEIBLHOCTH K CYJIb(POHUIMOYEBUHAM;

— TJIMKO3YpHUs TPU HOPMATBHOU TTTUKEMUHU.

HNF4A-MODY (MODY 1):

— MaKpOCOMHUSI IPU POXKJACHUHU, HEOHATATIbHAS TUIIOTIMKEMUS;

— MO3XE — MPOrpeccUpyromuii auader, TakXke XOpOoLIO OTBEYaeT Ha
CYJIb()OHUIMOUEBUHBI.

HNF1B-MODY (MODY 5):

— JKCTpAMAHKPEATUYECKUE MTPOSIBIICHUS: TOYEUHbIE KUCThI, aHOMAJINU MOYETI0JIOBOM
CUCTEMBI, TAHKPEATUUYECKAsI HEJOCTATOYHOCTb;

— nrabeT 4acTo TpeOyeT HHCYIINHA.

['enernueckas auarnoctuka MODY kputuuHa Juist BBIOOpA Tepanuu U MporHo3a.
GCK-MODY (MODY 2):

— Jlérkas craOwibHas TUINEPIIMKEMUs, HE TpeOyeT MEIMKaMEHTO3HOW Teparuu;
JICYCHHE UHCYJIMHOM/TIEpOpabHBIMHU MIpenapaTaMu Helesecoo0pasHo.
HNF1A-/HNF4A-MODY (MODY 3 u 1):

—  Beicokas  4yBCTBUTEIBHOCTh K  CYJb(OHUIMOYEBHHAM  (Hampumep,
IMOCHKIIAMHUT);

— YacTo no3BOJISAIOT OTKA3aThCS OT UHCYJIMHA J1a)Ke TIPU ITTUTEIIbHOM TEUEHUH.
HNF1B-MODY (MODY 5):

— Yacto CcompoBOXKIAAETCS SK30KPUHHOW HEIOCTATOYHOCTBIO MOHKETYA0UYHOM
JKEJe3bl U TIOYCYHBIMU aHOMAJTHSIMU;

— JlnaGet 0ObIYHO TpeOyeT HHCYIUHOTEPAIIUU.

['enotunupoBanue mpu  nomo3peHun Ha MODY  mos3Bonsier  BbIOpath
MePCOHAIM3UPOBaHHYIO, dJ(P(dEKTHUBHYI0O U  OC30IacHyl0 Tepamuio, u3oeras
HE0OOCHOBAHHOTO HA3HAYCHUS UHCYJIMHA.

15.Cunapomsl ¢ quabetom: cunaapom Boasdpama (WFS1), cuaapom IPEX (FOXP3)
OTAJIOH OTBETA: Cunnpomsl ¢ 1nabeToM — HaCIEACTBEHHBIC 3a00JIEBaHMUSI, IPU
KOTOPBIX CaxapHbI AHa0ET SIBISETCS OJHUM M3 KOMIIOHEHTOB MYJIbTHOPTAHHOTO
MOPAXKEHUS:

Cunnpom Bonbdpama (DIDMOAD):

— AyTOCOMHO-peIeCCUBHOE 3a00JIeBaHKe, BbI3BaHHOE MyTalusaMu B rene WEFST.

— Kinnuka: nuaber 1 tuna (B perctBe), aTpodus 3pUTEILHOTO HEPBA, HECAXapHBIH
nuadeT, rIyXxoTa, HelpoJiereHepalusl.

— JlnaGet oOyciioBneH motepei B-KIETOK M3-3a SHOIIIa3MaTHIECKOTO CTpecca.
Cunapom IPEX (Immune dysregulation, Polyendocrinopathy, Enteropathy, X-linked):
— X-cuemnneHHoe 3aboneBanue, Bhi3BaHHOE MyTanusmu B reHe FOXP3, kputuanom
TUTst QYHKITUW PETYISITOPHBIX T-KIIETOK.

— Kimanka: ayromMMmyHHBIM guabeTr (B MIaAeHYECTBE), TsKEMas auapes
(3HTEpOmaTHs), 3K3eMa, APYrHe ayTOMMMYHHbIE MOpPaK€HUs (IIUTOBHUIHAS KEJe3a,



KpOBB).

— Tpebyetr UMMYHOCYTIPECCUU WU TPAHCIIAHTAIMK KOCTHOTO MO3ra.

Oba cuHapOMa MOAYEPKUBAIOT BAXKHOCTh T€HETHMUECKOW AMArHOCTUKU MPHU paHHEM
Hayajsie JuabeTa ¢ HETUIMUYHBIMU OCOOCHHOCTSIMH.

16.AHIpOTeHUTANBHBIM  CHUHAPOM, CHHIPOM HEMOJHOW/MOJHONW  aHJIpPOreHHOU
pesucteHTHoCcTH (AR)

OTAJIOH OTBETA: AHApOreHHUTANIbHBIA CHUHIPOM — YCTapeBIIEE HA3BAHUE
BpOXKACHHON runepriazuu kopel HaanoueuyHukoB (BI'KH) ¢ pedummrom 21-
TUAPOKCHIIA3BI y 1eBoYeK (46,XX), MpUBOASILIEH K BUPHIIN3AILMN HAPYKHBIX TOJIOBBIX
OpPraHOB MPU HOPMAIBHBIX SIMYHUKAX U MATKE.

CHHIIpOM aHJIPOTE€HHON PE3UCTEHTHOCTH — HApYyUICHHE IEHCTBUS aHIPOTEHOB Y
MaabuuKOB (46,XY) u3-3a myrauuii B rene AR (peuentop aHaporeHoB), HacIeAyeTcs
X-CILEIIEHHO:

[Tonnast anaporennast pesucteHTHOCTH (PAIS): ®enoTun — >KeHCKU, MepBUYHAS
amMeHopesi, OTCYTCTBHE MATKH, SIMYKU B OPIOIIHOMN MOJIOCTH/TIaxXy; BHICOKUNA YPOBEHb
tectoctepona u JII'.

Henonnas anaporennas peaucteHTHOCTH ([AIS): AMOUTyo3HBIE WM HEOPAa3BUTHIC
MYKCKHE Hapy>KHbIE IIOJIOBBIE OpTraHbl (MHKPOIIEHHC, TUIOCHAAMs, OU(PUIHBINA
MOIIIOHKA).

JlnarHo3  NOATBEPKIAETCS TE€HETHYECKH; JICYEHME — TOPMOHAJIbHOE U
XUPYPTUUECKOE, C YYETOM I'eHIEPHON UIEHTUYHOCTH.

17.MuoxectBeHHast sHa0oKkpuHHas Heorutazus (MEN1, MEN2, MEN4)

OTAJIOH OTBETA: MHuoxecTBeHHass H»HAOKpUHHas Heorasus (MOH) —
HACJIEICTBEHHbIE  CHHIPOMBI, XapaKTEepPU3YIOLIMECS  OMYyXOJIAMH/TUIEpIIa3uen
HECKOJIbKUX YHJAOKPHUHHBIX JKEJE3.

MENI1 (aytrocomHo-noMuHanTHbIN, reH MENT1):

—  «Tpuaga»: omyxonu  TapallMTOBUIHBIX  ken€3  (TUIepmapaTtupeos),
MOJIKEITYIOYHOM KeJe3bl (raCTpUHOMA, MHCYJIMHOMA), Tutio¢u3a (MpoJIaKTHHOMA).
— Taxoke: onmyxoJii HAAMOYEYHUKOB, KAPLUUHOU/IBI.

MENZ2 (ayrocomuo-nomuHanTHbIN, TeH RET):

— MEN2A: meaymisipabiii pak nmutoBuaHou xxene3sl (MPIHIXK), ¢peoxpomoriuroma,
runepIuia3us NapalTOBUAHBIX KETE3.

— MEN2B: MPIIX (arpeccuBHblii), (peoxpoMoruroma, HEHPOMBI CIHU3UCTHIX,
Map(haHOUIHOE TEIOCIOKEHHUE.

— Ilpodunakruueckas TupeouadKTOMuUs y Hocuteneilt myraunii RET.

MEN4 (ayrocomHo-goMuHanTHbii, TeH CDKNI1B):

— @ecHotun cxoxxk ¢ MENI, HO OOBIYHO MeHee BBIPAXKEHHBIN; MOpaXKEHUE
NapaluTOBUIHBIX KeN€3, runodusa, peko — MOIKETyT0YHON Kee3bl.
['eHeTnyeckoe TECTUPOBAHUE O0S3aTENbHO MJisi JAUArHOCTUKM W CKPUHUHTA Yy
POJICTBEHHUKOB

18.Cunnpom Iletitii—Erepca (STK11)

OTAJIOH OTBETA: Cunnpowm Ileiitu—Erepca — peakoe ayTocOMHO-JOMUHAHTHOE
HaCJIeICTBEHHOE 3a0osieBaHue, BbhI3BaHHOe MyTtanusmu B reHe STKI11 (LKB1),
KOTOPBIU ABJISIETCS CYIIPECCOPOM OITYXOJIEH.

OCHOBHBIE PU3HAKU:



o IlurmeHTanmmst caU3HUCTBIX 000JOUYeK (TEMHBIE MsSITHA Ha Ty0ax, IIEKax,
najbliax);

o T'amaptomarosubie nonunel B JKKT (wamie B TOHKON KHUIIKE), CKIOHHBIE K
WHBAarvHaIlMU U KPOBOTCUCHHUIO;

o [loBblIIIEHHBIN PUCK 3]I0KAYECTBEHHBIX OITyXOJICH:

— XKKT (xosiopeKTanbHBIN, )KETyI0YHbIN, TAaHKPEATHICCKUN paK),
— DHAOKPUHHBIE OITYXOJIU: 0COOEHHO MaHKpEaTHUEeCKUEe HEHPOIHJOKPUHHBIC
OIMyX0JIM (MHCYJIMHOMBI, FACTPHHOMBI),
— Pak Momo4HOW ’kelle3bl, SUYHUKOB, INCHKM MaTku, sudek (Sertoli-
KJICTOYHBIE OYXOJIH).
CunapoM TpeOyeT MOXKU3HEHHOTO OHKOAHOKPUHOJIOTUYECKOTO HAOMIONCHUS WU
ckpuHuHra. ['enerndeckoe tectupoBanue Ha STKI11 moareBepkmaeT auarHos u
MO3BOJISIET IPOBOAUTH MPEBEHTUBHOE 00OCIIEIOBAHUE Y YJIEHOB CEMbH.
19.Cunnpom MakKptona—OmnoOpaiita (GNAS)
OTAJIOH OTBETA: Cunapom MakKbptona—OnOpaiita — peakoe cropaandecKkoe
3a00JIeBaHUE, BHI3BAHHOE COMATUYECKUM MO3aUYHBIM aKTUBHUPYIOIIUM MYTallUSIM B
reHe GNAS (koaupyeT a-cy0obeauHuIy ctumyiupyromiero G-oenka, Gsa,).
Kiaccuueckast Tpuana:

4. KodeltHo-MO0UHbIE MATHA (TUIIEPITUTMEHTAIHS C «3a3yOPEHHBIMUY) KPasiMu);

5. IMommocrotuyeckas ¢ubpo3Has nucriazus (3aMelieHue KOCTHOM TKaHH
¢bubpo3Hoit);

6. DHAOKpUHHBIE TUNEPOYHKIMM — 4Yalle MPEKICBPEMEHHOE ITOJIOBOE
CO3pEBaHUE Y JIEBOYCK (M3-3a aBTOHOMHOW aKTHBAlIUM SIMYHUKOB), TAKXKE:
TUTIEPTUPEO3, AKPOMETAJU S, TUTIEPKOPTULIU3M.

3aboneBaHue He Hacieayercs (MyTalusi BO3HMKAET IMOCT3UTOTHYECKH), TKECTb
3aBUCUT OT CTENEHM Mo3aulu3Ma. JleyeHne — CHUMITOMATHYECKOE, C YYETOM
MOPAXKEHHBIX CUCTEM.

20.I'ennas Tepanusi u penakrupoBanue renoma (CRISPR): tekymee cocrosiHue u
ATUKA

OTAJIOH OTBETA: I'ennas tepanusi u pemaktupoBanue renoma (CRISPR) —
MepeI0BbIE METOIbI KOPPEKIINU TeHETUUECKUX Ie(hEeKTOB.

Teky1ee cocrosiHuE:

— I'ennas tepanus (BBeaeHNE QYyHKITMOHAIBHON KOMTUHU T€HA, HATIPUMED, C TIOMOIIIBIO
BUPYCHBIX BEKTOPOB) YK€ MPUMEHSETCS TIPU HEKOTOPBIX 3a00JI€BaHUIX (CIIMHATbHAS
MblIIIeqHast aTpodus, BpoxaEHHas amaBpo3us Jledepa, remodunus B).

— CRISPR/Cas9 no3poJsiet Touno «peaaktuposathy» JIHK; ycnemHo ucnomas3yercs
In Vvitro ¥ B KJIMHMYECKUX HCHBITAHUSX (HAapuUMep, NMpPH CEPIIOBUIHOKIECTOUYHON
aHeMuH, B-TaJacceMun).

— IlpuMeHeHue y neteil ¢ MOHOT€HHBIMU HJIOKpUHONaTusiMu (Hanpumep, BI'KH,
HEOHATAIBHBIN A1a0eT) MOKa IKCIIEPUMEHTAIBHOE.

DTHUYECKUE aCTICKTHI:

— Comaruueckasi Tepanus (BIUsSET TOJIBKO Ha MAIlMEHTa) CUMTAETCS ITUYHOU Mpu
co0ro1eHnn 6E30MaCHOCTH.

— PenaktupoBanue repmlinHON KJIETKU WA SMOPHUOHOB 3aMpPEIeHO B OOJBIIMHCTBE
CTpaH — H3-32 pPHUCKOB HENPEACKa3yeMbIX MOCIEACTBUA M BO3MOXHOCTH



«IU3AMHEPCKUX AETEN.

— KuroueBbie npuHIUIBL: WHPOPMHUPOBAHHOE COIJIacHe, MPO3PAYHOCTh, 3aMpeT Ha
ABIrCHUKY.

Takum 00pa3oM, TEXHOJIOTHHU MEPCIEKTUBHBI, HO TPEOYIOT CTPOTOro PEryJIUpPOBaAHUS
1 MEKAUCUUIUIMHAPHOTO 3TUYECKOTO KOHTPOJISI.

Kpumepuu oyenusanus cobecedosanusi:

«Omauuno» — BCECTOPOHHEE, CHCTEMAaTHUecKoe M TIyOoKoe 3HaHHe Yy4eOHOTo
MaTepuaia, OCHOBHOW W JIOMOJHHUTEIHHON JUTEpaTyphl, B3aUMOCBS3M OCHOBHBIX
MOHATUHN JUCITUIUTMHBI B MX 3HAYCHUH I mprodperaeMoit mpodeccun. [IposBienue
TBOPYECKUX CIIOCOOHOCTEH B MOHMMAaHHWH, W3JIOKCHUH W KCIOJIb30BAaHUU Y4eOHO-
IPOrpaMMHOTO MaTepHaa.

«Xopowioy — oNHOE 3HaHUE Y4eOHOTO MaTepraia, OCHOBHON pEKOMEHI0BaHHOM K
3aHATHIO. OOy4YaroIIMiics MOKa3bIBACT CUCTEMHBIN XapaKTep 3HaHUM MO AUCIUILINHE
U CIIOCOOEH K CaMOCTOSITEIbHOMY MOIOJIHEHUIO M OOHOBJICHUIO B X0JI€ JaJIbHEHIIeH
y4eOHOM paboThl U TPO(PECCHOHATILHOM eI TEIHOCTH.

«Yooenemeopumenvrnoy — 3HaHHE y4eOHOrO0 Marepuajia B 00beMe, HEOOXOIUMOM
JUISL  TallbHEUINEro OCBOCHHS JMCIMIUIMHBI, 3HAKOM C OCHOBHOM JIUTEpaTypoOM,
PEKOMEHIOBaHHOM K 3aHATHIO. O0yUaromuiics JOMyCKaeT MOTrPEIIHOCTH, HO 00J1a1aeT
HEO0OXOMMBIM 3HAHUSIMU JJISI UX YCTPAHEHUS MO/l PyKOBOJACTBOM IPEIOAaBaTENs.

«Heyooeremsopumenvrnoy — 0OHAPYKUBAIOTCS CYIIECTBEHHBIE MMPOOEITBI B 3HAHHSIX
OCHOBHOTO YYEOHOTO0 MaTepuajia, AOMYCKAKTCS NMPUHIUIHAIBHBIC OIIUOKUA TPHU
OTBETE Ha BOIPOCHI.

CuryanuoHHble (KIMHUYECKHE 3a1a4H1)
Komnerenuun: YK-1, IIK-1
3amauya 1.
Y HOBOPOXAEHHOTO MalbuMKa OT 2-i OepemeHHOCTH (1-i peOEHOK 3/10poB) HA 3-U
CYTKM J>KA3HU BBISIBJIEHA CTOHKas THUIOTJIMKEMUS, JKEITyXa, MUKporieHuc. l[Ipu
oOcne0oBaHNM — HU3KHE YPOBHU TopMoHa pocrta, TTI, mposakTuHa, KOPTHU30IA.
MPT romoBHOrO MoO3ra: rumnorasus runopusza. B cembe ciaydaeB Mmogo0HBIX
HapyiieHud HeT. Bpau HampaBui Ha reHeTHYEeCKoe oOciienoBanue. beuto nmposeaeHo
NGS-nanenbHO€  CEKBEHMpPOBAaHUE TE€HOB  TUIIONUTYUTApU3Ma,  BBISIBUBIIEE
roMO3UTroTHYH HOoHceHc-myTanuio B rene PROP1 (¢.301C>T, p.Argl01*). ¥V oboux
poauTeneil — reTepo3uroTHOE HOCUTENIbCTBO.
3amaHue.
1. Kakoii ropMOHaIbHBIN A€PUIUT y ITOTO peOEHKA yKa3bIBAET HA MOPAKEHNE UMEHHO
nepeaHen qom runoduza?
2. Ilouemy y peb6énka ¢ myrarueit B rene PROP1 pa3BuBaetrcss KoOMOMHUPOBAHHBIN
TUIIOMUTYUTAPU3M?
3. Kakoii Tun mytaruu BoisiBiieH (¢.301C>T, p.Argl01%*), u k kakuM moCIeACTBUSM OH
IPUBOJIUT HA ypoBHE Oenka?
4. [Touemy y 000MX pOAUTENECH OTCYTCTBYIOT KIIMHUYECKHE MTPOSBICHUS, HECMOTPS Ha
HaJIM4Kue MyTauuu’?



5. Kakoit MeTo/1 TeHeTHYEeCKOW JMarHOCTUKH OB HanboJee 1eiaecooOpa3eH B JaHHOM
ciydae u rnouemy?

OTAJIOH OTBETA:

1. Jdedumut ropmona pocra, TTI, nponaktuna u xoptuzona (ACTH-3aBucumoro)
CBUJIETEIBCTBYET O HEAOCTATOYHOCTH ajfieHorumnodusa (nepeaneit nonu runodusa).

2. Ten PROP1 xomupyer TpaHCKpUIIIMOHHBIA (QakTop, HEOOXOIUMBIN AJis
nuhGepeHIUPOBKH  KIETOK-TIPEAIIIECTBEHHUKOB —TIepeaHeld JoiM  runodusa B
COMAaTOTPOdBbI, JTAKTOTPO(DBI, TUPEOTPODBI U TOHATOTPOPHI; €ro AePeKT HapylIaeT
pa3BUTHE HECKOJIBKUX JIMHUN TOPMOH-TIPOAYIIUPYIOIINX KJIETOK.

3. DTO HOHCEHC-MyTallis — 3aMeHa KOJJOHa apTMHUHA Ha CTOM-KOJIOH, YTO TPUBOJAUT
K TPEeKICBPEMEHHOMY MPEKPAIEHUIO TPAHCISAIMA M OOpa30BaHUIO yCEUYEHHOTO,
He()YHKIIMOHAJILHOTO OeJIKa.

4. 3aboneBaHuEe HACJIEIyeTCs IO AayTOCOMHO-PEIECCUBHOMY THILY; POJIUTEIH
SBJIAIOTCSL TE€TEPO3UTOTHBIMU HOCUTEISIMH  OJTHOTO MYTAHTHOTO aJUIeisi, YTO
HEJI0OCTATOYHO JUIs MPOSIBIICHUST 00JIE3HU (PEIIECCUBHBIN MATTEPH).

5. ITlamenpHoe  NGS-cexkBeHHpOBaHME  TE€HOB  TUINOMNUTYUTApU3Ma  —
1[eJICHANPABJICHHBIN, OBICTPBIA M SKOHOMUYECKU I (HEKTUBHBIN METO]] MPU HATUYUU
YETKOM KIMHUYECKOW KapTUHBI, IMO3BOJSIOMIUNA BBISIBUTH TOYKOBBIE MYTAllUUd H
HeOosbiue indels B M3BECTHBIX TeHAX.

Komnerenuun: YK-1, I1K-1

3anmaua 2.

Y HOBOpOXAEHHOM JeBOYKM Ha 10-e CyTKM >KM3HM pPa3BWICS COJIEBOU KpH3
(rumoHaTpueMus, THUIEpKaIUeMusi, pBOTa, 00€3BOKMBAHUE), a TAK)KE BBbIPAXKEHHAs
BUPWJIN3ALMs HAPYKHBIX MOJIOBBIX OpraHoB. YpoBeHb |7-OH-mporectepona pesko
noBbIlieH.  Poxgutenn —  gBoropogHbie  cUOCHL.  IIpoBeaeHO  MoONEKymspHOE
uccinenoBanue: MerogqoM MLPA u Sanger-cekBeHUpOBaHUS BbISIBIIEHA TOMO3UTOTHAS
nenerus 3k30H0B 3—5 reHa CYP21A2, o0ycnoBieHHass HEPaBHBIM KPOCCHHTOBEPOM
MeX Ty GYHKIIMOHATBHBIM TeHOM | ero TcepaorenoM CYP21A1P.

3amanue.

1. ITouemy npu BpoXKAEHHON TMNIEPILIA3UU KOPBI HAAIIOYEYHUKOB 110 KIIACCHYECKOMY
THUITYy pa3BUBAETCS BUPWIIN3ALUS y JEBOYEK?

2. Yro takoe ncepnoreH CYP21AIP, u xak oH yuactByet B natoreneze BI'KH?

3. [ToueMy B TaHHOM CITy4ae UCITOIb30BAJIM HE TOJBKO Sanger-cCeKBEHUPOBaHUE, HO U
MLPA?

4. Kakoii tun nacnenoBanuss y BI'KH, u mnouemy Hamuuume Opaka MexIy
JIBOIOPOJIHBIMU CHOCaMU TOBBIIIAET PUCK?

5. Kaxoit ¢pparmMeHT reHoma yenoBeka (KOAUPYIOIUNA WU HEKOAUPYIOLIUI) 3aTPOHYT
npu neneruu 5k30H0B 3—5 reHa CYP21A2?

OTAJIOH OTBETA:

1. W3-3a Onoka cuHTE3a KOPTH30Jla M albJOCTEPOHA TMPOUCXOIUT HAKOIUICHUE
CTEPOUIHBIX MPEAIIECTBEHHUKOB, KOTOPhIE MEPEHAIPABIAIOTCA B MyTh CUHTE3a
aHAPOTCHOB, BBI3bIBAS M30BITOUYHYIO AHAPOTCHHYIO CTHUMYJSIHIO Yy TUIOJA



YKEHCKOTIO IoJa.

2. CYP21A1P — HepyHKUMOHAIBHBIM TICEBIOTCH, PACIOJNOXEHHBI B TOM e
xpomMocoMHOM Jiokyce, 4Tto U CYP21A2, ¢ BBICOKOM MOCI€I0BATEILHON
TOMOJIOTHEH; HM3-3a ATOT0 MPOUCXOASAT HEPABHBIM KPOCCHUHIOBEp WIIM TEHHas
KOHBEpCHUs, TIepelalollre TMaTOTeHHbIe BapuUaHThl W3  IICEBIOI€Ha B
(GyHKIHMOHATIBHBIN T'eH.

3. Iloromy uro Sanger-ceKBEHHpPOBAaHUE BBISBISAET TOYKOBBIE MYTAllMHM, HO HE
KPYTIHbIE JeNenuu/ymanKanuu, Toraa kak MLPA no3Bossier o6Hapyxuts CNV
— BapHALMM YUCIIa KONUH, TAKUE KaK JeJelus UEIbIX IK30HOB.

4. AyTOCOMHO-PELIECCUBHBIA THUI HACIEAOBaHUS; TPU POACTBE PpOIUTEICH
YBEJIMYHMBAETCS BEPOATHOCTh, UTO 00a SBISIIOTCS HOCHTEIIMH OJHOM M TOH K€
pPEAKON MyTallMK, YTO MOBBIIIAET PUCK POXKIEHUS 00JIBHOTO pedéHKa 10 25%.

5. 3aTpOHYT KOJUPYIOIINI PETHOH, TaK KaK 3K30HbI COIEPAKAT IMOCIEI0BATEIbHOCTH,
BKJIOYaemble B 3penyro MPHK u onpeznensdroniie aMMHOKUCIOTHYIO CTPYKTYpPY
oenka 2 1-rupoKCcHIasbl.

Kovmnerenuun: YK-1, I1K-1
3agaua 3.

bepemennoit sxenmumne (32 roga) Ha 12 Hezene recTaluy NpoBeAEH CKPUHUHT |
TpumecTpa: noBsiieHHbI PAPP-A, Huskuii B-hCG. Ilo pe3ynbraraMm HEMHBa3UBHOM
npeHaTtanbHOl nuarHocTuku (HUIIT) BeisiBneH BbICOKMi puck MoHocoMuu X. Jlns
MOATBEPKIAEHUSI JUArHo3a BBIMNOJHEHO KapUOTUINHMPOBAHUE W3 aMHUOTHYECKOU
AKUIKOCTH.
3anaHue.
1. Yrto mnpencraBiaser coboii cBOOOAHO wMpKyaupyromas ¢eransHas JIHK,
ucnonszyemas B HUITT?
2. ITouemy HUIIT cunTaercss CKpUHUHTOBBIM, @ HE JUArHOCTUYECKUM METOIOM?
3. Kakoii kapuoTun XapakTepeH AJisl KJlaccuueckoro cuuapoma TeépHepa?
4. Kakue »HAOKpHHHBIE HAapyLICHHUs MOTYT Pa3BUTbCS Yy JEBOYKH C CHHAPOMOM
TépHepa B 1€TCKOM U OJAPOCTKOBOM BO3pacTe?
5. IToueMy KapHOTHUIIHPOBAHUE OCTAETCS «30JI0THIM CTAHAAPTOMY ITPH NMOAO3PEHUH HA
XPOMOCOMHBIE aHOMAJIUH, HECMOTPsI Ha pa3BuTre NGS-TEeXHOIOTHIT?
OTAJIOH OTBETA:
1. 910 pparmentsr JIHK mmona, BeIcBOOOXKAaeMble B KPOBh MaTEpH IMPHU aroNTO3e
TpooOJaCTUUECKUX KIJIETOK IUIAUEHThl; oOHa cocTaBiusier ~10% oT obmieit
BHekJeTouHou JJTHK B maTepuHckoi miasme.
2. I[Toromy wuro HUIIT wmoxer [gaBaTh JIOKHOIIOJIOXKUTENbHBIE — WIIU
JIO’)KHOOTPULIATENIbHBIE PE3YNbTaThl W3-32 HU3KOM (eTaabHOM 10JIM, MO3aulu3Ma
IUTALEHThl WM MAaTEPUHCKUX XPOMOCOMHBIX AHOMAJIMI; OKOHYATEJbHBINA JTHArHO3
TpeOyeT TOJATBEPKACHUS WHBAa3UBHBIMU MeETOAaMH (aMHHOLEHTE3, OHOTICHS
XOpHOHA).
3. 45,X — MoHOCOMHS 10 X-XpOMOCOME.
4. 3anpepxkka pocta (IeduIUT TOpMOHA POCTA), IEPBUYHAS aMEHOpes U OecIuioane
(u3-3a arulasuu AMYHUKOB W TMIIOTOHAJM3Ma), BO3MOXKEH BPOKIEHHBIN TMIOTHPEO3



(4ame npu ayTOMMMYHHOM TUPEOHJIUTE).

5. I[loToMy 4TO KapHMOTMIUPOBAHUE IO3BOJIAET BU3YaJIU3UPOBATH BCE XPOMOCOMBI,
BBISIBUTH YHUCJIOBbIE AHOMAJIMHM, OaJlaHCUPOBAHHBIE TPAHCIOKALMKM, KpPYIHBIE
JIeJIEIMN/UHBEPCUH, KOTOPbIE MOTYT OBITh MPOIYIIEHBI IpH LeneBblx NGS-MeTonax,
OpPUEHTHPOBAHHBIX HA SK30HbI UJIM KOHKPETHBIE JIOKYCHI.

Komnerenuun: YK-1, I1K-1
3anayva 4.
Y wMampuMka 2 JIeT OTMEYAITCsS BBIpaKeHHas 3ajepxkka pocra (—3,5 SD),
TUIOTIIMKEMHYECKHUE 3MU30/1bl, OJIEAHOCTh KOKHBIX TTOKPOBOB, OTCYTCTBHE AMMETHUTA.
Ponuncs nonomennsiM, Bec ipu poxxacHnn 2800 r. B anamHe3e — cMepTh CTapIiero
Opata B Bo3pacte 1 roja OT THIOINIMKEMHUYECKOHM KOMBI 0€3 yCTaHOBJIEHHOIO
muar"osza. [Ipy MPT runodusza — runomniasusi nepeaHedl J0Jid, TOHKHM CTBOJ
runoduza. Yposau UDP-1, I'P, nponakruna camkensl. TTT, koptuzon, T4 B Hopme.
3aganus:

1. IlocraBbTE AUATHO3.

2. Ilpennoxute miaaH MOJEKYJISIPHO-TEHETUYECKOTO 00CIIEJOBAHMUS.

3. CocraBbTe MJIaH JeYeHUs.

4. ]ladiTe mporHo3.

5. O6bsicaure, mouemy wmytaummu B reHe PROP1 wmoryr mnpuBoauth K

nporpeccupytouieii GopmMe runonuTyuTapu3Ma.

OTAJIOH OTBETA:

1. Jlnarno3: CemMelHbIiI KOMOMHUPOBAHHBIN TMIIONUTYUTAPU3M, 00YCIOBICHHBIN
mytanueit B reie PROP1.

2. Ilnan obcnenoBaHus:

a. CexBEeHMpPOBAHME DK30HOB U (IAHKUPYIOMMX y4acTkoB renoB PROP1,
POU1F1, HESX1, LHX4;

b. MonekynsspHO-TeHETUYECKOEe TECTHPOBAaHHE POIUTENICH W JPYTUX
YJICHOB CEMbH;

c. Jlunamuueckoe TECTUPOBAHUE byHKIUN runodusza (I'P-
cTumysnuoHHbi Tect, ACTH-ctumymnsus);

d. INoBropHas MPT runoranamo-rumnodu3apHoi 00JacTH.

3. Jleuenwue:

a. 3amecTuTenbHAs Tepanusi pEKOMOMHAHTHBIM TOPMOHOM POCTA;

b. Tlpu pa3BUTUU BTOPUYIHOTO TUMOTUPE03a/HaIIOYCTHUKOBOMN
HEJOCTATOYHOCTH — THPOKCUH M THAPOKOPTU3OH;

. IIponaktun He TpeOyeT 3aMeCTUTEIHLHOU TEPAIINN;

d. PerynspHblii MOHUTOPUHT POCTA, TJIIOKO3bI, TOPMOHOB.

4. TlporHo3: XpoHHUYECKOE Mporpeccupyoliee 3a60aeBaHme; P CBOEBPEMEHHOMN
3TT — HOpManbHBIA POCT U Pa3BUTHE, HO BO3MOKEH PUCK HAIITOYEYHUKOBOU
HEJOCTATOYHOCTH B CTPECCOBBIX CUTYAIIHSIX.

5. T'en PROP1 xomupyer TpaHCKpPUIIIIMOHHBIN (aKkTop, HEOOXOAMMBIN st
muddepeHIMpoBKH  coMaToTpodoB,  JNAaKTOTpo(oB,  TUPOTpPodOB U



KOpPTUKOTPO(OB. MyTanuum NpuBOAAT K HapyuieHUIO AudQepeHnpoBKu
KJIETOK NepeaHel ou runodusa, yTo npossisercs cHavana aedunutom I'P u

NPOJAKTHHA, & 3aTeM — MPOTPECCUPYIOMUM ASHUIIUTOM APYTUX TOPMOHOB
runoduza (TTT, AKTT, JIT'/OCT).

Komnerennun: YK-1, I1K-1

3anaya 5.

Y neBouku 14 mer — mommypus (10 6 JI/CyT), TOJUIUTICHS, HOYHBIC SHYPE3HI,
pa3IpakUTeIbHOCTh. Hayaso cHUMITOMOB — TOCIIE€ YEpPENHO-MO3TOBOM TpaBMBI
(UMT) B 10 net. [Ipu ocMOTpe — CyXOCTb KOKH, CHUKEHUE Typropa. Y poB€Hb HATPUs
B CBIBOPOTKE — 152 wmMonb/1, ocMOIsLIbHOCTh TasmMbl — 310 MOcwm/kr,
ocMoJsIbHOCT MOoun — 120 MOcwm/kr. [lpu BoagHOW JenpuBalvd — OTCYTCTBUE
KOHLEeHTpauu moud. MPT rumnortamamo-runopusapHoil 00yacTu — OTCYTCTBHE
CUTHaja OT 3aJHEW JOJIM runodusa, yToJlleHue CTBOJIA.

3ajaHus:

1. IlocraBbTE AMATHO3.

2. Ilpennoxxute NOMOIHUTEIbHBIE UCCIETOBAHUS JIJIs1 YTOUHEHUS 3THOJIOTHH.

3. CocraBbTe MJIaH JeYeHUs.

4. ]ladiTe mporHo3.

5. UeM oTinyaeTrcsd HACJIEICTBEHHBIM HecaxapHbli [IuabeT, CBA3aHHBIA C
myTtanusamu AVPR2, ot AQP2-accommmpoBanHoro?

OTAJIOH OTBETA:
1. Huarno3s: llenTpanbHbiili HecaxapHbiil nuadet (nmocneacteue YMT).
2. JlomoaHUTEIbHBIC UCCICIOBAHNS:
a. CexsenupoBanue reHoB AVP, AVPR2, AQP2 (ecnu cemeliHbIii aHaMHE3
WJIM paHHEE Hayao);
b. Ouenka ¢pyHKIMH APYTUX TOPMOHOB IMITOGHU3a,;
c. IloBropras MPT nis uckiaroueHHs OMyXO0JIEBOTO Iporiecca (Harpumep,
T€PMUHOMBI).
3. Jleuenwue: [lecmonpeccuH (BHYTPHA3IBHO WM MEPOPATHHO) TIO TOTPEOHOCTH.
OOyueHue nanueHTa/poauTeseii pacro3HaBaHUIO0 00€3BOKIBAHUS.

4. Tlporuno3: Ilpu crabunpbHOM mOBpexacHHM — xpoHudeckuii HCJI, He
nporpeccupytomuid. [Ipu onyxoneBoit mpupojie — HEOOXOAUM JUHAMHYECKUN
KOHTPOJIb.

5.

o Myrtanuun AVPR2 (X-cuernsieHHbIe) HapyIIarT PEIENnTop Ba3ompeccuHa
B COOMpATeNbHBIX TPyOOUKaxX — HEUYBCTBUTEIHHOCTH K AJII.

o Myrtammmu AQP2 (ayToCOMHO-pElleCCUBHbIE WJIH JIOMUHAHTHBIE)
HapymamT (HopMHpOBaHHE AKBANlOPUHOBBIX KaHAJOB —> HapyIIEHUE
peabcopOruu BOJIbI Jaxe npu HOpMaJIbHOM AT
O6a — dopmer Hepporennoro HCJI, B ornuume OT IEHTPAIBLHOTO
(meduuut AVP u3-3a nopaxkeHus runorajgamyca/runodusa).

Komnerenuun: YK-1, I1K-1



3anaya 6.
VY 10HOIIEHHOTO MajibuuKa MpH HEOHATATbHOM CKpUHUHTE — moBbIeHHBIN TTT (50
MEn/n), auzkuit T4. [Ipu noBropHom anamuze — TTI 48 MEn/n, T4 — 40 Hmob/1.
[Tpu Y31 — oTcyTCTBUE NIUTOBUAHOM Kene3bl. Paanon30TonHOE CKaHUPOBAHUE —
"xonmoaHas" oOnacte B miee. PoguTenu 310poBBI, HO y Marepu B aHaMHE3e —
BpOXKAEHHBIN TUIIOTHPEO3 Y OpaTa.
3agaHus:

1. TlocraBbTe AMATHO3 U YTOUHUTE (POPMY (IMCTEHE3US I JUCTOPMOHOTCHE3).

2. Kakwue rensl crneayer nuccieaoBaTh?

3. CocraBbTe MIaH JeUeHUs.

4. KakoB pOTrHO3 MPU CBOEBPEMEHHOM Tepanuu?

5. YUTo Takoe CUHIPOM «MO3T—IIUTOBHUIHAS JKEJI€3a» U C KAKUM I'€HOM OH CBsI3aH?

OTAJIOH OTBETA:

1. Jlnarnos: IlepBuuHbIi BpOKAEHHBIN THIIOTUPEO3 BCIIEICTBHUE atupeo3a (hopma
JIMCTEHE3UN ).

2. T'enn! ms anamusa: PAX8, NKX2-1, FOXEL, TSHR.

3. Jleuenue: Hememnennsiit crapt ¢ L-tupokcuna (10—15 MKr/kr/cyTt), KOHTPOJIb
TTI u T4 kaxasie 1-2 Mecsa 10 HOpMAITU3ALUH.

4. Tlporuno3s: Ilpu Hayane jedyeHUs B MEpBbIC 2 HENETU >KU3HU — HOPMAaJIbHOE
HEUPOKOTHUTHUBHOE pPa3BUTHE. 3aaepikKa Tepanuu >4—6 Henelnb — PHUCK
YMCTBEHHOM OTCTAJOCTH.

5. CuHapoM «Mo3r—ImuToBHIHAsA kene3a» (brain—thyroid syndrome) — penkoe
coctosinue, Bbi3BaHHOe Mytanusimu NKX2-1 (TTF-1), xapakrtepusyercs
TPUAJON: BPOKIEHHBIN THIIOTUPEO3 (aTUPEO3 WITH THUIIOTIA3HS ), XOPe0aTeTO3 !
pecnvpatopHble HapymieHusi («respiratory distress syndrome of term
newbornsy). OOyCIOBJIEH HapyIICHHEM >MOpHOreHe3a KakK MIUTOBHIHON
JKeJe3bl, Tak U 0a3aJIbHBIX TaHTJIHEB.

Komnerenuun: YK-1, IIK-1
3amgaua /.
Y HOBOpPOXIEHHOM JEBOYKM — BHUPWIM3AIMS HApPYKHBIX IIOJIOBBIX OpPraHOB
(KIIMTOpOMErajus, cpaiieHre OOJbIINX MOJOBBIX ry0), rumoHarpuemus (Na® 120
MMOITb/J), runiepkanuemust (K™ 7,2 Mmosb/i), pBoTa, BAIOCTh. [Ipu aHamn3e KpoBH
— 17-OH-nporectepon >600 HMmosb/1. Poaurenun — aBOWOPOJHBIE CHUOCHL. Y
cTapliiero 6para — MOCTHATaJIbHBIN POCT BOJIOC, YCKOPEHHUE POCTA.
3amanus:

1. TlocTtaBbTe AMArHO3 U yKaxuTe Gopmy.

2. Kakue MONeKyJISIpHO-TEHETUYECKHE UCCIIEOBAaHUS HEOOXOAUMBbI?

3. CocraBbTe HEOTJIOKHBIH MJIaH JICYCHHUS.

4. Kakue pucku B 1ajpHenrmeM?

5. [louemy mpu aeduumre 21-ruapoKcuiia3bl BO3MOKHBI JIOKHOTOJIOKUTEIbHBIE

pesynbrarsl [THP-quarnoctuku?

OTAJIOH OTBETA:



Huarno3: Bpoxnénnas runepruiasust KHH o contepsromeit popme, nepuut
21-ruapokcunasbl (kiaccuueckas Gopma).
['enetnueckoe oOcnemoBanue: CexkBenupoBanue CYP21A2, MLPA nns
BbIsBIICHUS Aenenuii/koaBepeuit ¢ CYP21A1P (iceBmorenom).
HeoTnoxHoe neyenue:

a. B/B ruapokopTH3oH,

b. Koppekuus osnekrponmuroB (NaCl, riroko3a + HHCYIUH TIpH

TUIIEPKATUEMUN ),

C. MuHepasoKopTUKOUIHI ((DITyAPOKOPTH30H) MOCIE CTA0MIH3AIINN.

Pucku: AnpeHanoBblii Kpu3uc Npu MHPEKUIUAX, HEAOCTATOYHOCTh TEpamuw,
HapylIeHuEe PENpPOAYKTUBHOW (DYHKIHMHM, Ype3MepHas aHIPOTSHU3AIMS TMpHU
HeKoHTpoaupyemoit BI'KH.
I'en CYP21A2 pacnonoxkeHn B TecHOW cBs3u ¢ mcepporeHom CYP21A1P na
6p21.3. Bricokas romonorus (~98%) TNPUBOAUT K HEKOPPEKTHOMU
aMIUTMUKAIMKY TICeBAOTeHa BMecTO (pyHKIMoHansHOTO TeHa npu 1P, uro
BBI3BIBACT JIOKHBbIE MyTanuu. JlJis TOYHOM JHUAarHOCTHKU Tpedyercs
nmuaHopsaaHas [P nou NGS ¢ dasupopanueM.

Komnerenuun: YK-1, I1K-1

3amauya 8.

VY manbunka 8 jeT, HalpaBJIEHHOTO Ha OCMOTP MO MOBOJY y3J0BOI0 3004, BBISIBJICHO
NoBbIIIeHNE KalnbliuToHUHA (250 nr/min). B anamHe3e — cMmepTh Aeda B 45 JeT OT
«paka muTOBUIAKW». [Ipm Y3U — MHOXKECTBEHHBIE THUIIODXOTCHHBIE Y3IIbI B
IIUTOBUIHOM skene3e, JuMpoy3nsl B 30He VI ypoBHs yBenuueHbl. MeTacTa3oB B
JErKUX/TICYCHH HET.

3anaHus:

1.

2
3.
4.
3)

[TocTtaBbTe IPEABAPUTENBHBINA THATHO3.

Kaxkoii ren Heo6X0aMMO Uccne0BaTh?

KakoBa TakTuKa BeJIeHUs IPH MOITBEPKIEHHON MyTalNu?
JlaiiTe mporHo3.

Kakue cuHapoMbl MOTYT CONTPOBOXIaTh MyTaruu RET?

OTAJIOH OTBETA:

1.

2.
3.

Huarno3: [logo3penrie Ha MeTyJIISIPHBINA pak MUTOBUAHON xene3sl (MPLIXK),
BEPOSITHO, HACJIEACTBEHHOU POPMBI (CEMEMHBINA/CUHIPOMAIIbHBIN).

I'en: RET — o06s3aTenbHOe CEKBEHUPOBAHHUE.

TakTuka:

a. Ilpu BbisiBIeHMHM natroreHHod Mytamuu RET  —  rtoTanbHas
TUPEOUJIPKTOMUS B Omkaiiiee Bpems (OCOOCHHO MNpU MYTalMIX
BbICOKOTO prucka: MI18T u np.);

b. Ckpuauar Ha deoxpomonuTomy (MeraHeppHHBI B IUIAa3Me) U
runepnapatupeos (kanbiui, [1TD);

C. 'eneTnueckoe KOHCYJIBTUPOBAHUE U TECTUPOBAHUE POJCTBEHHUKOB.

[Tporuo3s: [Ipu mpodrtakTHIECKON THPEOUAIKTOMHH 10 PA3BUTHSI OITYXOJIH —
omnmuHbIi. [Ipu yxe pazBuBmemcs MPUHK — 3aBucut ot craguu, Hanuuus



METaCcTa30B.
5. Myranuu RET acconmupoBaHsl ¢:
a. Cemeitneim MPIHIK (FMTC),
b. CuHIpOMOM MHOXXECTBEHHOM JHIOKPUHHOW HEOIUIa3uu Tuma 2A
(MBH2A: MPIIX + ¢eoxpomorinToma + rurepriapaTtupeos),
c. MDH2B (MPUIX + dpeoxpomoruToma + MmaphaHOUIHOE TETOCIOKEHHE,
HEHUPOMBI CITM3UCTHIX).

Komnerenuun: YK-1, I1K-1

3anmaya 9.

VY neBouku 15 5er ciy4allHO BBISIBJICHO MOBBIINIEHUE TJIIOKO3bl HATOMIAK a0 7,2
MMouIb/11. 2Kanmo® Her. PocT M Bec cOOTBETCTBYIOT Bo3pacTy. B aHamHese: oTel u
0a0yiika MO OTIOBCKOM JIMHUU TOJYYaloT JICYEHHUE OT <JIETKOro auadberay ¢
MOJIPOCTKOBOTO BO3PACTa, HE HYKIAIOTCS B MHCYJIUHE. [ TMKUPOBAaHHBIN reMOTJI00MH
— 6,3%. C-mentuny B HOpme. AHTHTena Kk GAD, [A-2 otpumarensHbel. Y3U
MOJIKEITYIOYHOM KeJie3bl — 0€3 MaToJI0THH.

3aganus:

1. TloctaBbTe HanbOJIEE BEPOSITHBINA JUATHO3.

2. Kaxkue rensl cnegyer ucciaeaoBaTh B IEPBYIO OYepeib?

3. Kakoma TakTuka jieueHus npu noarsepkaeHun myranua B HNF1A?

4. KakoB MpOTrHO3 MPU CBOEBPEMEHHOM BBISIBICHUU?

5. Yem otmmuaercs MODY ot tunuynoro CJI1 u CJI2 y noapocTkoB?

OTAJIOH OTBETA:

1. Jlmarxo3: Momnorennsii auaber, MODY (Maturity-Onset Diabetes of the
Young), BepositHo HNF1A- nimn GCK-accounnpoBaHHBIH.

2. Tenwr gms cexBenupoBanus: GCK, HNF1A, HNF4A, HNF1B (B mopsake
YaCTOThI B TIOMYJISILIMN).

3. Jlewenne mnpu HNF1A-MODY: Huskue 10361 CyinbhOHUIMOYEBUHBI
(rmuOeHKIaMu) — TMAalUeHThl TUIEPYYBCTBUTEIbHBI K HUM; WHCYJIMH HE
TpeOyeTcsi Ha paHHUX CTaUSX.

4. Tlporuo3: Ilpu reHOTHN-HAMpPABICHHONW Tepanmuu — OTIUYHBIA, Oe€3
OCJIO)KHEHUW. PUCK MUKPOAHTHONIATUI TTPU UTATEIIBHON TUIIEPTINKEMHUH.

a. C1 — ayTOMMMYyHHBIH, C aHTUTEIaMH, AaOCOJIFOTHBIN JePUIIUT
VHCYJIMHA.

b. CI2 — MHCYIMHOPE3UCTEHTHOCTD, OKUPEHUE, TOIKE BO3PACT IEOIOTA.

c. MODY — ayrocoMHO-TOMUHAHTHBIM, paHHUN nAe0T (<25 Iner),
COXpaHHbIN -KJIETOYHBIN pe3epB, crielrpuiecKas Tepanus o reHOTUITY.

Komnerenuun: YK-1, I1K-1

3anaua 10.

Y [OHOIIEHHOrO0 Majb4yMKa Ha 6-i Hejene >XU3HU — PpEe3KOoe IMOXYJEHUE,
00e3BOXKHMBaHUE, TIIOKO3a KPOBU 18 MMOJIB/1, KETOHYpUs OTCYTCTByeT. C-menTun
CHIDKEH. AHTUTENA K B-KiIeTkaMm oTpunarenbbl. Poguics ¢ Becom 2100 r (CI'M). K 3
MeCALlaM OTMEYAETCS MBbIIIEYHas THUIIOTOHUS, 3aJepKKa MOTOPHOIO pPa3BUTHS,



HUCTarM.

3agaHus:

1. TlocTaBbTe qUArHO3.

2. Kakue rensl HEOOXOAMMO UCCIEIOBATH?

3. Kak u3mensiercst TakTUKa JedeHus 1pu BbisiBiieHUU MyTaruu B KCNJ117?

4. KakoB MpOTHO3 MPU MEPEXO0/I€ C MHCYJIMHA Ha CYJIb(POHUIMOYEBUHY?

5. Uto Takoe DEND-cunapom u kak oH cBsizan ¢ KCNJ11?

OTAJIOH OTBETA:

1. Jluarno3: Heonartanbubiii amaber, BeposatHo KCNJ1l-accounupoBaHHBIH, C
npuzHakamu DEND-cuanpoma.

2. T'ensr: KCNJ11, ABCCS, INS.

3. Jleuenne: OtTmeHa WHCYJAMHAa ©W  TEpPeXOJ] HA  BBICOKHE  JIO3BI
cynb(oHUIMOUEBUHBI  (TIUOeHKIaMu) — akTuBUpylOT KATP-kanamsl
HE3aBUCUMO OT MYTAaIlHH.

4. Tlporno3:  ['nmukemMuyeckuid  KOHTPOJIb  3HAUYUTENBHO  YIIyYIAETCS,;
HEBPOJIOTMYECKUE CHUMITOMBI MOTYT YacTUYHO pErpeccupoBaTh, HO HE
HOJIHOCTBIO.

5. DEND (Developmental delay, Epilepsy, Neonatal Diabetes) — tsoxénas dpopma

HEOHaTaJIBHOTO Auabera, cBs3aHHas ¢ akTuBUpyomumu MyTarusmu KCNJ11,
koaupytomero cyoreqununy Kir6.2 KATP-kanama [-kierok. Mytanuu
HapYIIAIT CEKPEINIO MHCYJNHA U BIUSAIOT Ha HEUPOHAIBHYIO BO30YIUMOCTb.

Komnerenuun: YK-1, I1K-1

3amaua 11.

Y HOBOPOXIEHHOTO C BHEMIHUM (PEHOTUIIOM JAEBOYKH (HOpPMaJIbHBIE OOJBIINE
M0JIOBBIE T'YOBI, KIIMTOP HE YBEJIMYEH) IPU KapuoTUNUpoBaHUU BbisiBlieH 46,XY. Ilpu
VY31 — Marka W SIMYHUKM HE OINpPEAENsAIOTCA, €CTh BHYTPHUOPIOIIHBIE TOHAJbI.
Tectocrepon Hu3kuii, AMI He omnpenensercs. MarepuHckas OEpEeMEHHOCTb
npoTekaia 0e3 mpruémMa ropMOHOB.

3agaHus:

1.

IlocTaBbTE MMArHoO3.

2. Kaxkwe reHbl He0OX0IMMO UCCIIeI0BaTh?

3. KakoBa TakTuka Benenus?

4,

5. Uem otminnuaercs mosiHas aHjporeHHass pesucteHTHOcTh (CAIS) ot aTOro

KaxoB nporuo3 no GpepTuiabHOCTH U TOPMOHATBHOU (PYHKITU?

ciy4as?

OTAJIOH OTBETA:

1.

2.
3.

Huarnos: 46,XY DSD BcneactBue Hapymienust auddepeHupoBKA TOHA —
BeposiTHO, MyTaiusi B NRSAL (SF1) nom WT1.
['enst: SRY, NR5A1, WT1, SOX9, DHH.
TakTuka:
a. MynbTUANCIHMIUIMHAPHBIN MOIX0] (IHIOKPUHOJIOT, YPOJOT, TCHXOJIOT,
TE€HETHUK);



4.

b. T'mcromornyeckoe uccienoBaHNe roHa T (PUCK TOHA001aCTOMBI);
C. 3amecTuTesbHas Tepanus KO- U MUHEpaokopTukonaamu mpu WT1-
accoluupoBaHHoU Oosie3nu Jlennca—/lpaina;

d. MunuBuayalbHOE PELICHHUE MO TCHISPHOMY BOCITUTAHHUIO.
[Tporuo3s: I1Ipu NRS5A1 — aneHoreHUTAIBHBIN CHHIAPOM, OECIIOANE, BO3MOYKHA
TUIIOTOHAIOTPOIHAS HEIOCTaTOYHOCTh B IybOeprare. [ TIOKOKOPTHUKOUIHAS
GbyHKIUS 00BIYHO COXpaHEHA.
[Mpu CAIS (myrtammu AR) — HOpMallbHBIC SIMYKH, BRICOKHH TECTOCTEPOH, HO
OTCYTCTBHE OTBETA Ha HETO — (DEHOTUITMUYECKH JIeBOUYKa. B manHOM cirydae —
HapymieHa cama nuddepeHpoBKa Su4eK, ModToMy Tectocteporn u AMIT He
BbIPa0ATHIBAIOTCS.

Komnerenuun: YK-1, I1K-1

3amgauga 12.
VY Manpunka 16 getT — penuauBUpYIOIas S3Ba KelyiKa, He OTBEUYaroIIas Ha Teparuio
HHTUOUTOpaMu MPOTOHHON mommbl. [lpu sHmMOCKONMU — THnepruiazus G-KJIETOK.

VYposens ractpuna — 1200 nr/mi, kanpuuii — 3,1 mmoaw/a, IITT — 120 or/mi. ¥V
Jesla — «OIMyXOJIU MOJKETyI0YHOM Kelle3bl U runepkaibiimeMus». MPT romoBer —
ajieHoma runodusa.

3aganus:

1.
2.
3.
4.
S.

ITocTaBbTE MUArHoO3.

Kaxkoii reH HeoOX0JMMO CEeKBEHUPOBAThH?

KaxoB muian HaOmonenus npu noareepxxaéHHoM MEN1?
KakoBa TakTHka Bei€HUS TACTPUHOMBI?

Yem MENI otnuuaercst or MEN2?

OTAJIOH OTBETA:

1.
2.
3.

Juarno3: CHHAPOM MHO>KECTBEHHOU 3HAOKPUHHOM Heorazuu tuna 1 (MENT).
['en: MEN1 (aa xpomocome 11q13).
[Tman HAOIIOICHUS
a. Exeromno: Ca?* , IITI', nponaktun, UDP-1, ractpunH, XpOMOTrpaHuH A;
b. MPT/KT opranos GpromHoii mojgoctd, MPT runodusa;
C. CKpUHUHT Ha MHCYJIMHOMBI, TJTIOKarOHOMBI.
Jleuenne ractpuHombl: Beicokue po3sr  UIIII  go onepauuun; npu
JIOKQJIM30BAHHOM  OMyXOJW — PpE3eKIHs, TMPH MHOXKECTBEHHBIX —
COMATOCTAaTHHOBKIC aHAJIOTH.

a. MENI: aneHoMbI MapaluTOBUAHBIX KeJie3, TUnoQu3a, MoHKETy10YHOMN
(ractpuHoMma, uncynuHoma); red MENL.

b. MEN2: Mmeny/uisapHbI pak IIMTOBHIHON KeJe3bl, (HEOXpPOMOIUTOMA,
runepnaparupeos; red RET.

Komnerenuun: YK-1, I1K-1
3amaua 13
Y manpumka 8 €T — WHCYJIWHO3aBHCHMBIA AuabeT ¢ 4 JieT, mporpeccupyroliee



CHW)KEHHE CITyXa, HOYHOE Henepkanue Mov. [Ipu oOcneoBaHy — TITIOKO3ypHUs TIPH
HOPMAJbHON TJIMKEMHUH, CHMXKEHUE OCMOJBSUIBHOCTH MOYH. AyIUOMETpU —
JIBYCTOPOHHSISI CEHCOHEBpaibHasi TyroyxocTb. MPT rosoBel — aTpodusi 3puTeIbHBIX
HepBOB. Poiutenu 310pOBbI, HO COCTOAT B Opake MeX Ay JBOIOPOJIHBIMU CHOCAMU.
3aganus:

1. TlocTaBbTe UArHO3.

2. Kaxkoli reH He00X0JUMO HCClIeI0OBAThH?

3. KakoBa Ttaktnka nedeHus?

4. KakoB mporHo3?

5. TMouemy curnpom Bonbdpama cunutaeTcss MUTOXOHIPUATBLHOU 00JIE3HBIO, XOTS

reH WFS1 — snepHbrii?

OTAJIOH OTBETA:

1. Junarno3: Cungpom Bonbdpama (DIDMOAD: Diabetes Insipidus, Diabetes
Mellitus, Optic Atrophy, Deafness).

2. T'en: WFS1 (penieccuBHBIM, XpoMocoMa 4p16).

3. Jleuenue:

a. Mucymun npu C/1;

b. JlecMompeccuH npu LEHTPaTbHOM HeCaXapHOM Juadere;
c. CiyxoBbl€ amraparhl;

d. Hefiporncuxosoruueckas moajiepixka.

4. Tlporuo3: HeOnaronpusTHbli — mporpeccupyromas Helpoaerenepanus,
JeTalbHbIA HCX0A 4YacTo B 3—4-M necarunetuu (OyiapOapHble HApYIICHMS,
no4yeyHasi HeJJOCTaTOUHOCT ).

5. Tem WFS1 «komupyer BoiadpamMuH — OCJOK, JIOKaJIM30BAaHHBIA B
OHAOIIA3MATHYECKOM PETUKYIyME, PETYIUPYIONINI KAIBIIMEBBIA TOMEOCTa3
ER-stress. Ero nedext BropuuHO HapyliaeT MUTOXOHAPUATIBHYIO (YHKIIHIO,
4TO OOBSCHSET MUTOXOHIPHAIBHOMOMAO0HYIO KapTHHY (HEHpoJereHepanus,
nrabeT), XOTs caM T'eH SACPHBIN.

Komnerenuun: YK-1, I1K-1
3agaua 14.
VY NOHONIIEHHOTO Majb4HMKa Ha 2-€ CYTKH JKH3HU — rumnoriukemus (2,1 MMoub/i),
xKentyxa, Mukponenuc (mmsa 1,5 cM), kpunropxusm. Poguics ¢ Becom 2600 r. B
aHaMHE3€ — Y JSIU M0 OTLOBCKOM JIMHUU — «KAPJIMKOBOCTHY. [Ipu MPT ronosHoro
MO3ra — THUIIOIIa3usl iepeHe 1o runodusa, IKTonus 3aaHei qoau. Yposuu [P,
TTI', nponakTrHa, KOPTU30Ja CHUKEHBI, T4 — HU3KHN.
3amanus:

1. TlocraBbpTe AUATrHO3.

2. Kakue reHsl HEOOXOIMMO UCCIICOBATH?

3. CocTaBbTe TUIaH JCYCHHUS.

4. KakoB mporao3s?

5. Iouemy npu mytanusix PROP1 Bo3moxen oTcpouennsbiit nepunut AKTI?
OTAJIOH OTBETA:

1. Jluarno3: HacnencTBeHHBI KOMOMHUPOBAHHBIN THUIIONUTYUTAPU3M, BEPOSTHO,



no

oOycnoBieHHbIi myTarueit B PROPL.
['ensi: PROP1, POU1F1, HESX1, LHXA4.
Jleuenue:

o L-TMpokcuH  (HauaTh  MOCJE€  MCKIIOYEHHUS  HAJMOYEUHUKOBOU

HEJI0OCTaTOYHOCTH!);

o I'mapokopTU30H;

o PexomOunanTHbM I'P — 1mocne crabunm3anuy;

o TecTocTepoH MECTHO JjIsl yBEIMYEHUS MeHUca (Ipy HEOOXOAMMOCTH);

o JlnHaMU4eCKU KOHTPOJIb TOPMOHOB.
[Iporro3:  Xponudeckoe  3a0oleBaHUE, HO TPU  CBOECBPEMEHHOM
3aMECTHUTEJIbHOM Tepanuu — HOpMaJIbHOE pa3BUTHE. PHCK aipeHanoBoro Kpusa
IIPU CTpecce.
I'er PROP1 Heobxoanm it mudGepeHIupoBKH cOMaTOTPOdOB, TaKTOTPO(OB,
TupoTpodoB u ronagorpodos. depunur AKTI pazuBaercs mozxe (4acto B
MOJPOCTKOBOM  BO3pacTe), TakK  KaKk  KOPTHUKOTPOGBI  YACTUYHO
muddepennupyrorcst HezaBucuMo ot PROP1 Ha panHux sTanax.

Kovmnerenuun: YK-1, I1K-1

3agaua 15.

VY manbuuka 7 ner — poct 105 cm (4,2 SD), nponopiimoHalibHOE TEIOCI0KEHHE,
«KYKOJBHOE» JIMII0, OTCTaBaHWE B KOCTHOM Bo3pacte Ha 3 rojga. [lcuxomoropHOe
pa3BuTHE HOpMasibHOE. Y oTia pocT 142 cM, auartHo3 «runodu3apHbIii HAHU3MY C
nerctBa. YpoBenb U®P-1 u I'P mocne crumynsiuu runoraiukeMued — <3 HI/MIL
MPT runodusza — Hopma.

3anaHus:
1. TloctraBbTe AUArHO3.
2. Kaxkoit Tun HacnenoBanus npeamnoaraetcs? Kakue reusl ucciieoBaTh?
3. CocTtaBbTe MIaH JCYCHHUS.
4. KakoB MpoTHO3 MpH Tepanuu?
5. Uewm otnuuaercs tun [A ot tuna IB cemeitnoro IGHD?
OTAJIOH OTBETA:
1. Jlmaruos: Cemelinbpiii n30aupoBaHHblid nedunut ropmona pocra (IGHD), tun
IA nnu IB.
2. HacnenoBanue: AyrtocomHo-peneccuBHoe (tunm [A) uiam  ayToCOMHO-
nomuHanTtHoe (tum IB). I'ensr: GH1 (ocHoBHoI#), pesxke GHRHR.
3. Jleuenue: PexomObunantHeiii ['P B 1o3e 0,03—0,05 Mr/kr/cyT.
4. Tlporuo3: OTIMYHBIA NpU paHHEM Hayaine Tepanuu. Y TUNoB [A Bo3MoOkHa
BbIpaOoTKa anTUTeN K ['P.
S.

o Tun IA: genenuun/mytanuu B GH1 — nonnbiit gepunut I'P; Beicokuii
PHUCK aHTUTEN K 3K30reHHOMY ['P.

o Twun IB: yactnuHble MyTauum — ocraroudHas cexkpeuus 1'P; anTurena
PEIKH, OTBET HA TEPANUIO — XOPOIIHM.



Komnerenuun: YK-1, I1K-1

3agada 16.

VY HOBOpOXIEHHOW JEBOYKH — BUPHIM3ANUSA (IIPOCTPAHCTBO KIUTOpA, CpaIlCHHE
Ooonpmux TmosioBeIX Ty0), AJl 110/70 MM pr.cT. (BBICOKOE IS BO3pacTa),
runokamuemust  (K* 2,8  wmmons/m). 17-OH-miporectepon B Hopme, a 11-

JE30KCHUKOPTHU30J1 M 1 1-1€30KCHKOPTUKOCTEPOH TMOBBIINICHBL. Pomutenn — Opak
MEXIy TPOIOPOIHBIMU CHOCAMH.
3amaHus:

1. TlocraBbTe AMATHO3 U YTOUHUTE (PEPMEHTHBIN Te(PEKT.

2. Kakoii reH He0o0X0IMMO UCCIIeI0BATh?

3. CocraBbTe MJIaH JI€YEHUs.

4. KakoBbI JOJITOCPOUYHBIE PUCKH?

5. Ilouemy npu aepunute 11B-rugpokcunaspl pa3BUBAECTCA TUNEPTEH3USA?

OTAJIOH OTBETA:
1. Juarnos: BI'KH, nedpunut 11B-runpokcunassl (CYP11B1).
2. I'en: CYP11B1.
3. Jleuenue:
o I'mapokoptuson (nmonasnsier ACTH n Haano4YeuHNKOBYIO THIIEPILIA3UIO);
o AHTUTUIIEPTEH3UBHAs Tepanus Npu HEOOXOAUMOCTH (PEIKO);
o XuUpyprudeckasi KOppeKiys rTeHUTAIUN (110 MTOKa3aHUsIM ).
4. Pucku: I'unepreH3us, HApyIIEHHE PENPOAYKTUBHOM (YHKUMHU, CTpUALUU OT
TJIFOKOKOPTUKOUOB.
5. Hebumur CYPI11B1 Onokupyer mnpeBpaieHue 11-1e30KCUHKOPTHKOCTEPOHA
(DOC) B koprukocrepoH. DOC obnamaer MUHEPATOKOPTUKOUIHOM
aKTHBHOCTBIO — 3aziepikka Na* |, morepss K* , runeprensusi.

Komnerenuun: YK-1, IIK-1

3amaua 17.
VY noapocTka, BOCIUTHIBABIIETOCS Kak IEBOYKa, B 13 jieT He HacTynuia MeHapxe. [Ipu
OCMOTpPE — THUIIOIJIACTHYHBIE OOJIBIINE TOJIOBBIE TyObI, (haUTMUEeCKUil KIUTOD,

orcyrctBue Matku. [Ipum Y31 — suuku B maxoBwix kaHanax. Kapuotun — 46,XY.
Tectoctepon — 28 umoub/n (Beicokwuit), JII' — moBbIeH.
3amanus:

1. TlocraBbTe AUATHO3.

2. Kaxkoi red He00X0AUMO UCCIEN0BATH?

3. KakoBa TakTuka Benenus?

4. KakoB MPOTHO3 MO IeHIePHON UACHTUYHOCTH U (HEepTUILHOCTU?

5. Uem ommmuaercs uactuuHasi (PAIS) or momnoit (CAIS) anaporeHHoi

PE3UCTEHTHOCTH?

OTAJIOH OTBETA:
1. Huarnos: 46,XY DSD — cuHApOM 4aCTUYHOUN aHAPOTE€HHON PE3UCTEHTHOCTH
(PAIS).
2. T'en: AR (X-crieruieHHBIH ).



3. Taxruka:
o MynapTUANCUUIIIMHAPHAS KOMaH/A;
o ToHamIKTOMHUSI (PUCK TEPMHUHOM);
o 3aMecTuTeNbHas Tepanus TECTOCTEPOHOM WM 3CTPOr€HaMHM — B
3aBUCUMOCTH OT T€HJEPHOIN UJIEHTUYHOCTH;
o Ilcuxomnoruueckas noaaepKKa.
4. TlporHo3: @OepTHWIBHOCT HEBO3MOXXHA. ['€HIEepHas WAEHTUYHOCTh —
WHIUBUyaJIbHA (MY>KCKas, )KEHCKasl UJIM HEOMHAapHAas ).
S.
o CAIS: nonHbpli (QEHOTHMN  JEBOYKH, SIMYKM BHYTPHOPIOILIHEIE,
TECTOCTEPOH BBICOKHI1, HO HET OTBETA.
o PAIS: Bupnnn3upoBaHHblil (PEHOTUN, OT aMOUTYalIbHBIX T'€HUTAIUN J0
MAaJIOrO IIEHHCa C THUIIOCTIAa UCH.

Kovmnerenuun: YK-1, I1K-1

3amgaua 18.

VY neBouku 12 neT — MIIOKO3ypHsl NMPU HOPMAIBHOW TIIMKEMHH, TJIMKUPOBAHHBIN
remoroouH 6,8%. [Ipu Y31 — kucthl mouek, runoriazus MaTku. B anamuese — y
MaTepu — «caxap B MOYE€ C JIETCTBa», XpOHHUYecKas 0oJjie3Hb moyek. C-menTua B
HOpME, aHTUTEIA OTPULIATENbHBI.

3anaHus:

1. IlocTaBbTE AUATHO3.

2. Kaxkot#i reH cnegyer ucciaenoBarh?

3. KakoBa ocob6ennocts Tepanuu npu HNF1B-MODY?

4. KakoBbl BHEMTAHKPEATHUECKUE MPOSBICHUA?

5. Ilouemy mipu 3toii popme MODY rmoko3ypusi BO3HUKAET MPU HOPMAJIbHOM
TJIMKEMHU?

OTAJIOH OTBETA:

1. Jinarnos: MODY 5 (HNF1B-accomuupoBaHHbIii).

2. T'en: HNF1B.

3. Jlewenue: Yacto tpebyer mncynuna (B ommuue ot HNF1A, rne s dextuBHbI
CyIb()OHUIIMOUEBHUHBI), TAK KaK ACPEKT 3aTparuBaeT HE TOIBKO B-KIETKU, HO U
MTOYKH/TIOJIOBYIO CUCTEMY.

4. BHenmaHKpeaTHYECKHE MPOSBICHUS:

o Ilo4edHble KUCTHI, TUCILIA3HSI,;

o I'mmorurasus MaTKu/Biaraiuiia;

o IlaHKpeaTHueckas TUITOILIA3Ms;

o 1lOBBILIEHHBIN YPOBEHb MOYEBOW KHCIIOTHI.

5. HNF1B perynupyet skcnpeccuto SGLT2 B npokcuManbHbIX KaHaublax. Ero
nedekT — HapylieHue oOpaTHOTO BCACBIBAHUS TIIFOKO3BI — pPEHAIbHAS
TITFOKO3YPHS TaKe MTPU HOPMATBHOM TTTUKEMHUH.

Komnerenuun: YK-1, I1K-1
3agaya 19.



VY manbunka 6 MecseB — TsDKENnas quapesi ¢ 2 MecsIeB, dK3eMa, PeluIuBUPYIOIIHEC
unpexkuu. Ilpu oOciaepoBaHMM — TUINOTJIMKEMHUS, THUIOTUPEO3, AHEMHS,
TpoMOOIIUTONIEHUSI. AHTUTENA K OCTPOBKOBBIM KieTkaM, TIIO — moJI0KUTENIbHBI.
JIumponuter CD4* CD25* FOXP3™ cHikeHbl. BpaT ymep B 8 MeCAIIEB OT «KHIIIEUHOM
HEIMPOXOJAUMOCTI.
3aganus:

1. TlocTaBbTe qUArHO3.

2. Kakoii reH He0o0X0IMMO UCCIeI0BATh?

3. KakxoBo HeoTnoXkHOE JeueHue?

4. KaxoB nmporHo3 6e3 TpaHCIUIaHTaI[UH?

5. Kaxkosa poss FOXP3 B MIMMYHHOW TOJIEPAaHTHOCTH?

OTAJIOH OTBETA:

1. Jlnarunos: Cunnpom IPEX: X-cuerieHHbIi CHHIPOM UMMYHHOM AUCPETYJISAIINH,
TIOJIUIHIOKPUHOIIATHH U DHTEPOIATUH (Immune dysregulation,
Polyendocrinopathy, Enteropathy, X-linked).

I'en: FOXP3 (Xpl11.23).
3. Jleuenue:

o HMmyHocymnpeccus (TakpoJIUMYC, CUPOIUMYC);

o 3amecTuTeNbHas Tepanus (MHCYJIUH, THPOKCHH);

o Amnnorennas TI'CK — eaqnHCTBEHHBIN IITAHC HA HU3JICUCHHE.

[Ipornos: be3 TI'CK — neTranbHbIil UCX0[ B IIEpBbIE 1—2 roga xKu3HMU.

FOXP3 — «wmacTtep-perynsitop» pa3BuTuS U (YHKIUH PETyIATOpHBIX T-
kierok (Treg). Ero pedekr — moreps HMMYHHOW TOJIEPAHTHOCTH —>
ayTOUMMYHHOE TIOPKCHUE KUTIICYHUKA, YHIOKPUHHBIX OPTaHOB, KOXKH.

no

o b

Komnerenuun: YK-1, IIK-1

3anaua 20.

VY neBouku 4 yner — mpexaeBpeMeHHoe pa3Butue moisounbix xkene3 (Thelarche),
BarMHaJIbHbIE KPOBSIHUCTbIE BhIIeneHUs. [Ipu ocMoTpe — «kodeiiHoe» MHATHO ¢
«KapTOYHBIM KpaeM» Ha NpaBod Hore, acumMmerpus Jjuna. Y3U — KHUCTO3HBIE
VU3MEHEHUS SIMYHUKOB, MaTKa yBenudeHa. Ctumynsuusa ['HPIT — npeoBynsaTOpHBIM
nuk JII'/OCI orcyrcrByer. Kansuuit, TTI" B HOpMme.

3amanus:

1. TlocraBbTe AUATHO3.

2. Kakoil reH MyTaluu U MeXaHu3M HacJeJOBaHUs?

3. KakoBa TakTuka Benenus?

4. KakoBbl BO3MOKHBIC OCJIOKHEHHUS?

5. [louemy mnpu 53TOM CHHAPOME TOHAJOTPOINMH-HE3aBUCUMBIN  IOJIOBOM
precocious?

OTAJIOH OTBETA:
1. Juarnos: Cunapom MakKsiona—On6paiita.
2. I'en: GNAS (Myranus TOCT3UTOTHMYECKas, COMAaTHYecKass MO3auKa; He
HacIeyeTcs).



3. Jleuenue:

o Apomara3zHble HMHTUOUTOPHI  (JIETPO30J1) WM TaMOKCH(EeH s
MOJIABJICHUSI 3CTPOTECHOB;

o JleueHne KOCTHBIX nopaxeHui (6uchocdoHatsr);

o Jlunamuka Y3U AMYHUKOB.

4. OcnoxuHenust: [latonornyeckue nepenomsl, 3j10KauecTBEHHAs! TpaHChopMaIus
(penko), rumeptupeo3, akpomeranaus, Cushing 1pu  BOBJICUCHUU
HAJIIOYCYHUKOB.

5. Myrammus GNAS — koHcTHTyTHMBHasI aktuBarusi Gsa-Oenka — TMOCTOSTHHAsS
aKTUBAIMS  AQJICHWIATIIMKIA3Bl —> aBTOHOMHAS CEKPEIUs 3CTPOTCHOB
SUYHAKAMHU 0€3 yJacThs TUIOTaJaMO-TUIO(HU3apHOW OCH — TOHAJOTPOIHH-
HE3aBHUCHUMBII precocious puberty.

Kputepuu onieHUBaHUS PEIICHUS CUTYAITMOHHBIX 33/1a4:
«OTIMYHO» — 00yUaOIKUMCS J1aH MPaBUIIBLHBIN OTBET Ha BOIIPOC 3a/1auu, OOBSICHEHUE
X0Jla €€ peuieHusl MoApoOHOe, MOCIENA0BATENbHOE, TPAMOTHOE, C TEOPETUYECKUMU
000CHOBaHUSIMH, C NMPABWIBHBIM U CBOOOJHBIM BJIaJICHHEM TEPMHUHOJIOTHEHN; OTBETHI
Ha JIOTIOJTHUTEINIbHBIE BOIIPOCHI BEPHbBIC, YETKHUE.
«Xopo110» — 00yJaromuMcs 1aH MPaBIWIbHBIA OTBET Ha BOMPOC 3a]1a4H, O0OBICHEHUE
X0/J1a €€ peIIeHUs oIPOoOHOE, HO HEAOCTATOYHO JIOTHYHOE, C SIUHUIHBIMH OITNOKAMHM
B JIETaJISX, HEKOTOPHIMH 3aTPyIHCHHUSIMU B TCOPETHUYECKOM 00OCHOBAaHWH, OTBETHI HA
JOTIOJTHUTEIHHBIC BOITPOCH! BEPHBIC, HO HETOCTATOYHO YECTKHE.
«Y TOBIETBOPUTEIILHO» — 00YJarONTUMCS TaH MPaBUILHBIA OTBET HA BONPOC 3aa4H,
OOBSICHEHHE XOJa €€ pelIeHUS HEAOCTaTOYHO TMOJHOEe, HEMOoCleA0BaTeIbHOE, C
omunOKaMu, CIa0bIM TEOPETHUYCCKMM OOOCHOBAaHHWEM, OTBETHl HA JOMOJIHUTCIIHHBIC
BOITPOCHI HEIOCTATOUYHO YE€TKHUE, C ONTMOKAMU B JICTaNISIX.
«HeynoBneTBopuUTEIbHO» — OOYUYaIOIIMMCS JaH HENPaBUIBHBI OTBET Ha BOIPOC
3alayu MO0 JaH MPaBWIBHBIA OTBET HAa BOMPOC 3aJadyu, HO OOBICHEHHE XO0/a €e
pEelIeHHs] J1aHO HEMOJHOe, HEeIMOoCieN0BaTeIbHOe, ¢ TpyObiMH ommOkamu, 0e3
TEOPETUUECKOT0 0OOCHOBAHUS, OTBETHI HA JIOTIOJTHUTEIIbHBIE BOMIPOCHI HETIPABUIILHBIC
WM OTCYTCTBYIOT.







busiers! 1/ IPOMEXKYTOYHOM ATTECTALMHA

MUWUHHUCTEPCTBO 3/IPABOOXPAHEHHNST POCCUICKOI ®EAEPALIIN

OI'bOY BO BI'MY um. H.H. bypaenko Munznpasa Poccun

Kadenpa rocriuransHoit meuatpun

Hucuumumaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKHEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckast SHAOKPUHOJIOT U

1.

2.

buuer k 3auéry Ne 1
OcHoBbl reHetuku: crpykrypa JJHK, xpomocomsl, ren, amens. [lentpanbHas
JIOTMa MOJIEKYJIAPHON OMOJOruu (perivKaius, TPaHCKPUIILIMS, TPAHCIISIUA).
CutyanuoHHas 3aaya

VY neBouku 4 et — mnpexaeBpeMeHHOe pa3Buthe moisiouHbix kene3 (Thelarche),
BarMHaJbHBIE KPOBSHUCTHIC BbiAeNeHus. [Ipu ocmoTpe — «kodeitHoe» MATHO C
«KapTOYHBIM Kpaem» Ha NpaBoil Hore, acummerpus auma. Y3W — KUCTO3HBIC
U3MEHEHUS STMYHUKOB, MaTka yBenudeHa. Crumymsinus ['HPIT — npeoBynsTopHbIit
nuk JII'/OCI orcyrerByer. Kanbumii, TTI' B HOpM™e.

3aganus:

1.

[IocTaBbTe UArHo3.

2. Kakoii reH MyTaluy 1 MEXaHu3M HaclleOBaHus?

3. KakoBa TakTuka BeaeHus?

4,

5. [louemy mnpu 53TOM CHHAPOME TOHAJOTPONUH-HE3ABUCUMBINA  TOJIOBOMI

KaxoBbI BO3BMOKHBIE OCJIOKHEHUS?

precocious?

3aB. kadeapoii T.JI. HacraymieBa




MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rocriuransHoit neuatpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buier k 3auéry Ne 2
1. 'eHoM uenoBeKa: KOAUPYIOIIME M HEKOAWpyrolmue peruossl. [lonstne o
reHetTuaeckom noaumopdusme, SNP, CNV.

2. CutyanmoHHas 3a/1a4a
VY manbumka 6 MecAneB — TsHKENast quapes ¢ 2 MecAIEB, 3K3eMa, PEUUANBUPYIOIINE
uHpexkuuu. [lpm oOcnenoBaHMM — TUINOINIMKEMHMs, THUIIOTHPEO3, aHEMMUs,
TPOMOOLIUTONEHHS. AHTUTENA K OCTPOBKOBBIM KieTkaM, TIIO — mosoXuTeabHbl.
Jlumporrer CD4" CD25% FOXP3* cumkeHbl. bpat ymep B 8 MeCSIIIE€B OT «KHUILICYHOM
HEIIPOXOJAUMOCTI».
3aganus:

1. IlocraBbTE AUATHO3.

2. Kakoii reH Heo0X0IMMO UCCIIEI0BATh?

3. KakoBo HeoTnoXKHOE JeueHune?

4. KakoB nporuo3 6e3 TpaHCIUTaHTALMK?

5. Kaxkosa poss FOXP3 B UMMYHHOW TOJIEPAaHTHOCTH?

3ananue.

1. ChopmynupyiiTe 1uarHos.

2. Kakue nonomHUTENbHBIC UCCIEAOBAHMS HAI0 HA3HAYUTH?

3.C xakumu 3a0o0neBaHUSIMH HE0OXoAuMO TpoBecTH JubdepeHInanIbHbIHN
ar’os?

4. YKaXuTe OCHOBHBIE HAPABJICHUS TEPaAIUU.

3aB. kadeapoii T.JI. HacraymieBa




MUWUHHUCTEPCTBO 3/IPABOOXPAHEHMSI POCCUNCKON ®EJEPALIUN

®I'bOY BO BI'MY um. H.H. bBypaenko Munznpasa Poccun

Kadenpa rocriuransHoit neuatpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

1.

2.

buuer k 3auéry Ne 3
Knaccudukanus MyTtanuii: TOYKOBBIE, HWHCEPIUH/Aenenuu, (permMmudrsl,
CIUIANC-CalT MyTaLllH.
CutyanuoHHas 3agaya

VY neBouku 12 ner — INIIOKO3ypHsl IIPU HOPMAJIBHOM TJIMKEMUU, TIIUKHUPOBAHHBIN
remorioouH 6,8%. [1pu Y31 — kucThl mouek, runoria3us MaTku. B anamuese — y
MaTepu — «caxap B MO4YE C JETCTBa», XpOHHUYECKass 00je3Hb noyek. C-mentuja B
HOpPME€, aHTUTENA OTPULATEIbHBI.

3agaHus:

1.

[IocTaBbTE UArHo3.

2. Kaxko#i reH cnegyer ucciaenoBarh?

3. Kaxkosa ocobennocts Teparnuu npu HNF1B-MODY?

4,

5. Ilouemy mipu 310l popme MODY rmoko3ypusi BOZHUKAET MPU HOPMAJIbHOM

KakoBbI BHEIAHKPEATUUECKHUE MTPOSIBIICHUSA ?

TITUKEMUUN?

3aB. kadeapoit T.JI. HacraymieBa




MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rocriuransHoit neuatpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buier k 3auéry Ne 4
1. HacnenctBeHHble  MATTEPHBI:  AyTOCOMHO-JOMHHAHTHBIH,  ayTOCOMHO-
peneccuBHbIN, X-CUEIIIEHHBINA, MUTOXOHIPUAIBHBIN. MO3ann3M U XUMEPU3M.
[IeHeTpaHTHOCTB, SKCITPECCUBHOCTD, TUNIEMOTPOITHS.
2. CutyanmoHHas 3a/1a4a
¥ noapocTka, BOCIIMTHIBABIIErOCs KaK I€BOYKA, B 13 jeT He HacTynuia MeHapxe. [Ipu
OCMOTpE — THUIOIUIACTUYHbIE OOJbIINE MOJOBBIE T'yObl, (aTIMUEcCKUidl KIUTOP,
orcyrcTBue Matku. [Ipu Y3 — sauuku B maxoBwix kaHanax. Kapuotun — 46,XY.
Tectoctepon — 28 Hmouib/11 (Bbicokuit), JII' — moBbIeH.
3aganus:
1. IlocraBbTE AUATHO3.
2. Kakoii reH Heo0X0IMMO UCCIIEI0BATh?
3. KakoBa TakTuka BeaeHus?
4. KakoB pOrHO3 MO TeHAEPHOU UAEHTUYHOCTU U (DepTUIBHOCTH?
5. Uem ommmuaercs uactuuHasi (PAIS) ot momnoit (CAIS) anaporeHHoit
PE3UCTEHTHOCTH?

3aB. kadeapoit T.JI. HacraymieBa




MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rocriuransHoit neuatpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buuer k 3auéry Ne §
1. Kapuotunuposanue, FISH, IILIP, Sanger-cekBenupoBanue. NGS: nmaHenpHOe
CEKBEHHPOBAHHUE, YK30M, TEHOM.
2. CutyanmoHHas 3a/1a4a
Y HOBOPOXAEHHOW N1€BOYKH — BHPUIU3ALMS (MPOCTPAHCTBO KIUTOPA, CPAILCHUE
Ooonpmmx mosioBbiXx Ty0), AJ[ 110/70 mm pr.cT. (BBICOKOE i BO3pacTa),
runokanmemuss  (K* 2,8 mmomnw/n). 17-OH-mporectrepon B HOpMme, a 11-

JIe30KCUKOPTHU30JI U 11-71€30KCHKOPTUKOCTEPOH TOBBINIEHB. Pomurenn — Opak
MEXTy TPOIOPOIHBIMU CHOCAMHU.
3aganus:

1. IlocraBbTe AMATHO3 U YTOUHUTE (PEPMEHTHBIN 1E€(PEKT.

2. Kakoii reH Heo0X0IMMO UCCIIE10BATh?

3. CocraBbTe MaH JeueHUs.

4. KakoBbl JOJATOCPOUYHBIE PUCKH?

5. Ilouemy npu aepunute 11B-rugpokcunassl pa3BUBACTCA TUNEPTEH3USA?

3aB. kadeapoit T.JI. HacraymieBa




MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
OI'bOY BO BI'MY um. H.H. bypaenko Munznpasa Poccun

Kadenpa rocriuransHoit neuatpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buuer k 3auéry Ne 6
1. buoundopmaruka: VMHTEpIIpETalsl  BapuaHTOB (ACMG-kpurepun).
HeunBa3zuHas npeHatanbHas quarHoctuka (HUIIT).

2. CutyanmoHHas 3a/1a4a
VY manbumka 7 netr — poct 105 cm (4,2 SD), mponoplHOHaIbHOE TEIOCI0XKEHUE,
«KYKOJBHOE» JIMI0, OTCTaBaHHE B KOCTHOM Bo3pacte Ha 3 roja. [lcuxomoropHoe
pa3BUTHE HOpMayibHOE. Y OTIa pocT 142 cM, ITuarHo3 «runo@u3apHblii HAHU3M» C
nerctBa. YpoBenb U®P-1 u I'P mocne crumynsiuu runorivukemMuedn — <3 HIr/miL.
MPT runodusza — Hopma.
3aganus:

1. TlocTaBbTE qUATHO3.

2. Kaxkoit Tun HacnenoBanus npeamnoaraetcs? Kakue reHbl ucciie1oBaTh?

3. CocraBbTe MaH JeueHUs.

4. KakoB MporHo3 npu Tepanuu?

5. Yewm ornmuaercs tum [A ot tuna IB cemelinoro IGHD?

3aB. kadeapoii T.JI. HacraymieBa




MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rocriuransHoit neuatpun

Hucuummnaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKIE OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buuer k 3auéry Ne 7
1. HacnenctBennsie (opmbl runonutyutapusma. CeMelHBIH H30JUPOBAHHBIN
neUIIT TOPMOHA POCTA.
2. CutyanmoHHas 3a/1a4a
VY NOHOIIEHHOTO0 MajlbuMKa Ha 2-€ CYTKH >KU3HM — runoriukemus (2,1 Mmons/i),
XKenTyxa, Mukpornenuc (mumsa 1,5 cM), kpunropxusm. Pogmics ¢ Becom 2600 r. B
aHaMHe3€ — Y JISIAU 110 OTLHOBCKOU JINHUU — «KapJIMKOBOCTHY. [Ipu MPT ronosHoro
MO3ra — THUIOIUIa3usl NepeaHell Joiu runodusa, SKTonus 3aaHeit qoau. Yposau ['P,
TTI, nponakTuHa, KOPTU30J1a CHUKEHBI, T4 — HU3KUI.
3aganus:
1. TlocTaBbTE qUATHO3.
2. Kaxkue reHsl HEOOXOIMMO UCCIIEOBATH?
3. CocraBbTe MaH JeueHUs.
4. KakoB MporHo3?
5. TMouemy npu mytamusax PROP1 Bo3moxen orcpouenHbiit gedurut AKTI?

3aB. kadeapoii T.JI. HacraymieBa




MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rocriuransHoit neuatpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buuer k 3auéry Ne 8

1. Hecaxapusiii tuadet: AVP, AVPR2, AQP2.

2. CuryanuoHHas 3agada
VY manpuuka 8 JIeT — HHCYJMHO3aBUCHUMBIM J1uabeT ¢ 4 JeT, MpOrpecCUpyroliee
CHIIKEHHE CITyXa, HOUYHOE HellepKanue Moud. [Ipu o0ciaeoBaHuN — TIIIOKO3YpHUs TPU
HOPMaJbHON TJIMKEMHUH, CHI)KEHUE OCMOJBSUIBHOCTH MOYH. AyYJIUOMETpUS —
JIBYCTOPOHHSISI CEHCOHEBpaIbHasi TyroyxocTb. MPT ros0Bel — aTpodusi 3puTEIbHBIX
HEpBOB. Poiutenu 310pOBbI, HO COCTOAT B Opake MeX Ay JBOIOPOJIHBIMU CHOCAMU.
3aganus:

1. TlocTaBbTE qUArHO3.

2. Kaxkoii reH He00X0 MO HCCIIeIOBAThH?

3. Kaxkosa taktuka jedeHus?

4. KakoB MporHo3?

5. Tlouemy cunapom Bonbdhpama cuutaeTcsi MUTOXOHAPUAIBHOM O0JIE3HBIO, XOTS

reH WFS1 — snepHbrii?

3aB. kadeapoii T.JI. HacraymieBa



MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rocriuransHoit meuatpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buuer k 3auéry Ne 9

1. BpoXI€HHBIN THIIOTUPEO3: AUCTEHE3US, JTUCTOPMOHOT€HE3.

2. CuryanuoHHas 3agada
VY Manpurka 16 et — penuanBUpyrONIas A3Ba JKeIyIKa, HE OTBEYAIOIIas Ha TEPAITHIO
WHTUOUTOpamMu NpoTOHHON mnommbl. [lpu sHAockonuu — runepruiazus G-KIETOK.
VYposens ractpuna — 1200 nr/mi, xkambuuii — 3,1 mmoas/a, IITT — 120 or/mi. ¥V
JieJla — «OIyXOJIU MOJKETYI0YHOM KeJe3bl U runepkainbiuuemus». MPT ronossr —
ajiecHoMa runodusa.
3aganus:

1. TlocTaBbTE qUArHO3.

2. Kaxkoii reH He00X0JMMO CEKBEHUPOBATH?

3. Kaxkos man Habmonenus npu noarsepxaéHHom MEN1?

4. KakoBa TaKTHKa BEJEHUS TaCTPUHOMBI?
5. Uem MENI1 otnuyaercs ot MEN2?

3aB. kadeapoit T.JI. HacraymieBa




MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rocriuransHoit neuatpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buuer k 3auéry Ne 10

1. CeMeiinblii MeRYJUISIPHBIN pak muTOoBUIHOM *kene3bl (RET).

2. CuryanuoHHas 3agada
Y HOBOPOXIEHHOTO C BHEIIHMM (PEHOTUIIOM JEBOYKH (HOpPMAaJIbHbIE OOJbIINE
MOJIOBBIE TYOBI, KIIUTOP HE YBEJIMYEH) IPU KapUOTUITUPOBaHUM BbIsiBIIeH 46,XY . Ilpu
VY31 — Marka ¥ SIMYHUKH HE OINpPEAEISAIOTCS, €CTh BHYTPUOPIOLIHBbIE TOHAbI.
Tectocrepon Hu3kuii, AMI He omnpenensiercs. MarepuHckass OEpEeMEHHOCTb
npoTekaia 0e3 mpuémMa ropMOHOB.
3aganus:

1. IlocraBbTE AMATHO3.

2. Kakue reHsl He0OXOUMO UCCIIE0BaTh?

3. KakoBa TakTuka BeneHusa?

4. KakoB nporHo3 1no GepTHUIbHOCTU U TOPMOHAJIBHON (QyHKIIUH?

5. Uem otmnuuaercs moyiHas aHjporeHHass pesucteHTHOcTh (CAIS) ot 3TOro

ciy4as?

3aB. kadeapoii T.JI. HacraymieBa




MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rocriuransHoit neuatpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buuer k 3auéry Ne 11
1. Bpoxnénnas runepruiasusi kopsl HagnoueuHuko (BJIKH): CYP21A2 (21-

THAPOKCHUIIA3a) — MOJICKYJIIPHBIE MEXaHW3Mbl, TE€HOMHAs OpraHU3aIlus,
IICEBOTCHEL.
2. CutyanmoHHas 3a/1a4a
Y OHOIIEHHOr0 MaJlbuMKa Ha O6-i Hemene JXU3HM — pe3Koe IOoXyAeHHue,

00e3BOXKHMBaHUE, TJIIOKO3a KPOBU 18 MMOIB/1, KETOHYpUs OTCYTCTBYeT. C-menTun
CHIKEH. AHTUTENA K B-KiIeTKaM oTpuniatenbHbl. Poguics ¢ Becom 2100 r (CI'M). K 3
MeCALlaM OTMEYAETCS MBIIICYHAas TUIIOTOHMS, 3aJep’KKa MOTOPHOIO pPa3BUTHI,
HUCTarMm.
3ajaHus:

1. IlocraBbTE AMATHO3.

2. Kakwne reHsl HE0OXOIMMO UCCIEI0BATH?

3. Kak u3mensieTcst TakTHKa JIieYeHHs! pu BeisiBieHnd myTanuy B KCNJ11?

4. KakoB NpOTHO3 MpU NEPEXO/IE C UHCYINHA Ha CYIb()OHUIMOUYEBUHY ?

5. Yro takoe DEND-cunapom u xak oH cBsizan ¢ KCNJ11?

3aB. kadeapoii T.JI. HacraymieBa




MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rociuranbHo# ieanaTpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buuer k 3auéry Ne 12

1. Penxue ¢popmsl BJIKH: CYP11B1, HSD3B2, STAR, CYP17Al.

2. CuryanuoHHas 3agada
Y neBouku 15 ner ciiydallHO BBISIBJIEHO IMOBBIIMIEHHWE TJIIOKO3bI HATOIIAK 10 7,2
MMoJIb/11. 2Kano® Her. PocT M Bec COOTBETCTBYIOT Bo3pacTy. B anamHuese: oren u
0alyimika MO OTLIOBCKOW JIMHUU MOJY4aroT JIEYEHHE OT <JIErkoro auadera» ¢
HOJIPOCTKOBOTO BO3pacTa, HE HYKJAIOTCSA B UHCYJIHUHE. [ TUKUPOBaHHBIN TeMOITIO0UH
— 6,3%. C-mentuny B HOpme. AHTuTena Kk GAD, [A-2 otpumarensHbel. Y3U
MOJKEITYJ0YHOM sKeJie3bl — 03 MaToJIOTUH.
3aganus:

1. TlocraBbTe HanbOosEee BEPOATHBIN TUArHO3.

2. Kakwue ressl cienyeT ucciaeioBaTh B IEPBYIO ouepeib?

3. KakoBa TakTuka nedeHus npu noarsepxaeHnn mytauuu B HNF1A?

4. KakoB pOTrHO3 MPU CBOEBPEMEHHOM BBISIBJICHUU?

5. Yem otnuuaercs MODY ot tunuynoro CJ[1 u CJI2 y noapocTkoB?

3aB. kadeapoii T.JI. HacraymieBa




MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rociuranbHo# nieauaTpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buser k 3auéry Ne 13
1. CuHzpomMbl € MHOXXECTBEHHOM  3HJIOKPUHHOM  HENOCTATOYHOCTBIO U
HAAMOYeYHNKOBOM HemoctarouHocThio (MC2R, MRAP).

2. CutyanmoHHas 3a/1a4a
VY Manpuyuka 8 JIeT, HampaBJIEHHOIO Ha OCMOTP IO MOBOAY Y3JIOBOTO 3004, BBISIBJIEHO
MOBBINICHUE KajabluTOHUHA (250 nir/mui). B anamHeze — cmepth Aena B 45 JeT oT
«paka nuToBuAKW». Ilpm Y3 — MHOXKECTBEHHBIE TMIIO3XOTE€HHBIE Y3Jbl B
IIMTOBUIHON >kene3e, aumMdoy3ibl B 30He VI ypoBHs yBenumuenol. MeTtacTa3oB B
JETKUX/TIEYEHH HET.
3aganus:

1. IlocraBbTe NpeaBAPUTEIbHBINA JUATHO3.

2. Kakoii reH Heo0X0IMMO UCCIIEI0BATh?

3. KakoBa TakTuKa BeleHUs IPU MOATBEPKIAEHHOM MyTaun?

4. JlaiiTe mporHO3.

5. Kakue cuHIpOMBI MOTYT CONTPOBOXKIATh MyTaruu RET?

3aB. kadeapoit T.JI. HacraymieBa




MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rocriuransHoit neuatpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTUHI

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

Buaer k 3auéry Ne 14
1. MODY pmua6et: GCK, HNF1A, HNF4A, HNF1B. [Togxozast k Tepamumu MODY
nuadeTa Ha OCHOBE T€HOTHIIA. .
2. CutyanmoHHas 3a/1a4a
Y HOBOpOXAEHHOW JIEBOYKM — BHPWIHM3AIMA HAPYKHBIX TIOJIOBBIX OPTraHOB
(KJIMTOpOMETajus, cpaiieHre OOJBINNX IMOJIOBBIX r'y0), rumoHarpuemus (Na® 120
MMOJIBb/T), runepkamuemust (K* 7,2 mmonb/i), pBota, BsiocTs. [Ipu aHanuse KpoBu
— 17-OH-nporectepon >600 uHMonw/n. Poautenu — paBorOpojHbIE CHOCHL. Y
cTapiero 6para — MOCTHATAJIBHBIN POCT BOJIOC, YCKOPEHHUE POCTA.
3amanus:
1. TlocTtaBbTe AMATHO3 U YKaXUTE HOpMy.
2. Kakue MONeKyJISIpHO-TEHETUUECKHE UCCIICOBAaHUS HEOOXOIUMBbI?
3. CocTaBbTe HEOTJIOKHBIN TUTaH JICUYCHUSI.
4. Kakwue pucku B najbHenmemM?
5. Tlouemy npu nedunure 21-ruapoKcuiazbl BO3MOXKHBI JIOKHOTOJIOKUTETHLHbIE
pesyaprarsl [IIIP-guarnoctukn?

3aB. kadeapoii T.JI. HacraymieBa




MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rocriuransHoit neuatpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buuser k 3auéry Ne 15
1. Cunapomsl ¢ nuabetoM: cuaapom Bonsdpama (WFSI1), cunapom IPEX.
2. CuryanuoHHas 3agada
VY IOHOIIEHHOTO MAJIbYMKA [PU HEOHATAILHOM CKpUHUHTe — noBbieHHbIn TTT (50
MEn/n), uuzkuit T4. I[Ipu noBropHom ananmuze — TTI 48 MEn/n, T4 — 40 umodb/1.
[Ipu Y31 — oTcyTcTBUE MIMTOBUIHOMN Kele3bl. Painon30ToONHOE CKAHUPOBAHUE —
"xomoaHas" oOnacte B mmiee. PoguTenu 3M0poBBI, HO y Marepu B aHaMHE3e —
BPOXKJIEHHBIN TUIIOTUPEO3 Y Oparta.
3aganus:
1. TlocTaBbTe AMarHo3 U yrouyHutTe Gopmy (AUCTEHE3Us WU TUCTOPMOHOTEHE3).
2. Kaxkue rensl crnegyer uccieaoBaTh?
3. CocTaBbTe MJIaH JCYCHHUS.
4. KakoB NpOrHO3 MPU CBOEBPEMEHHOM Tepanuu?
5. YUTo Takoe CHHIPOM «MO3T—IIIUTOBHUIHAS JKEJI€3a» U C KaKUM I'€HOM OH CBsI3aH?

3aB. kadeapoit T.JI. HacraymieBa




MMHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKOIN ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rocriuransHoit neuatpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buuer k 3auéry Ne 16
1. AHIpOTeHUTANBHBIM CUHAPOM, CHHAPOM HEIOJIHOM/TOJHOW aHAPOTEeHHOU
pe3ucteHTHOCTH (AR).
2. CutyanmoHHas 3a/1a4a
VY neBouku 14 ner — mnonuypus (10 6 J/CyT), NOJUIUIICUSA, HOYHBIE SHYpPE3bI,
pa3ApaXKUTENbHOCTh. Hayaao CUMITOMOB — TOCJHE YEPEMHO-MO3TOBOM TPaBMBbI
(UMT) B 10 net. [Ipu ocMOTpe — CyXOCTb KOKH, CHUYKEHUE Typropa. Y poBeHb HATpHUs
B CBIBOPOTKE — 152 MMOIB/I, OCMOJSUIBHOCTH IwiasMbl — 310 mOcwm/kr,
ocMoJsIbHOCTh Moun — 120 MOcwm/kr. [Ipu BogHOU JenpuBalilud — OTCYTCTBUE
KoHIleHTparu Moud. MPT rumnotamamo-runodgusapHoil 00iacTu — OTCYTCTBHE
CUTHAJIa OT 3a/IHEH 101 rTunodu3a, yTOJIIIeHHE CTBOJIA.
3aganus:
1. TloctraBbpTe AUArHO3.
2. Tlpennoxute NOMONHATEIBHBIE UCCIICTOBAHUS ISl YTOYHCHHS 3THOJIOTHH.
3. CocraBbTe MIaH JeueHHsl.
4. JlaiiTe mporHO3.
5. Uem otmnuMyaeTcss HACIEACTBEHHBIM HecaxapHbli JualeT, CBA3aHHBIN C
myTtarusmu AVPR2, ot AQP2-acconmmupoBaHHOTO?

3aB. kadeapoii T.JI. HacraymieBa
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1. MuoxectBeHHas 3H10KkpruHHasg Heornazusa (MENT, MEN2, MEN4).

2. CuryanuoHHas 3agada
Y wManpunmka 2 JI€T OTMEYaroTCs BBIpaKeHHas 3anepxkka poctra (—3,5 SD),
TUNIOTJIMKEMHYECKHUE 3MU30/1bl, OJIETHOCTh KOKHBIX TOKPOBOB, OTCYTCTBHE alIETUTA.
Ponuncs nonomenHsiM, Bec ipu poxkaeHnn 2800 r. B anamHe3e — cMepTh CTapIiero
Opata B Bo3pacTte | roja OT THUIOIIMKEMHYECKOM KOMBI 0€3 yCTaHOBJIEHHOI'O
muartosza. [Ipy MPT runoduza — runomiasusi mepeaHedt M0JIM, TOHKHUH CTBOJ
runodusza. Yposau UDP-1, I'P, nponakruna camkensl. TTT, koptuzon, T4 B Hopme.
3aganus:

1. TlocTaBbTE qUATHO3.

2. Ilpennoxute miaaH MOJEKYJISIPHO-TEHETUYECKOTO 00CIIEJOBAHMU.

3. CocraBbTe MaH JeueHUs.

4. JlaiiTe mporHO3.

5. O6bsicaute, mouemy wMytammu B reHe PROP1 wmoryr mnpuBoauTh K

nporpeccupytouieii GopmMe runonuTyuTapu3Ma.

3aB. kadeapoii T.JI. HacraymieBa




MMHHUCTEPCTBO 3/JPABOOXPAHEHMS POCCUMCKON ®EJEPAITUN
®I'bOY BO BIMY um. H.H. Bypaeako Munznpasa Poccun

Kadenpa rocriuransHoit neuatpun

Hucnummaa b1.B.J13.01.02 MonekynsapHO-TeHeTHYeCKEe OCHOBBI IETCKOM
SHAOKPHHOJIOTHHU

31.08.17 «/leTrckas SHIOKPUHOJIOTHSI

buier k 3auéry Ne 18
1. Cungpowm Ileiitu—Erepca (STK11).
2. CuryanuoHHas 3agada
bepemennoi xennuHe (32 roga) Ha 12 Henene recrauuy NpoOBEIEH CKpUHUHT |
TpuMmecTpa: noBbieHHbIH PAPP-A, Hmskuii B-hCG. Ilo pesynpraTtam
HEMHBAa3UBHOM mpeHaTanbHOM auarHocTuku (HUIIT) BbIsiBIEeH BBICOKHI pUCK
MoHOcomMuU X. /7151 MOATBEPAKAEHUS TUArHO3a BBIIOJHEHO KAPUOTUITUPOBAHUE U3
AMHHUOTHUYECKOU JKUJIKOCTH.
3amanue.
1. Uro mpencraBnsier coboit cBoOomHO mupKymupytomas ¢eranpaas JIHK,
ucnonbzyemas B HUITT?
2. lIlouemy HUIIT cumTaercs CKPUHHUHTOBBIM, a HE JUATHOCTUYECKHM
MeToxoM?
3. Kakoi kapuoTun XapakTepeH sl KJIacCHu4ecKoro cuaapoma Tépuepa?
4. Kakue SHJIOKpUHHBIC HAPYIIIEHUSI MOTYT Pa3BUTHCS Y IEBOUKHU C CHUHIIPOMOM
TépHepa B 1€TCKOM U OJAPOCTKOBOM BO3pacTe?
5. lloyeMy KapuOTUIMPOBAHHE OCTAETCS «30JOTHIM CTaHAAPTOM» IMpHU
MIOJO3PEHNN HA XPOMOCOMHBIE AaHOMAJIWH, HECMOTps Ha paszButue NGS-
TE€XHOJIOTUI?

3aB. kadeapoii T.JI. HacraymieBa
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1. Cungpom MakKerona—On6paiita (GNAS).
2. CuryanuoHHas 3agada
Y HOBOPOXIEHHOW NeBOYKM Ha 10-€ CyTKM KXW3HM pPAa3BWICS COJIEBOU KpU3
(runoHaTpHeMHUs, TUIIEPKAIMEMHUS, PBOTA, 00E3BOKMBAHKE), & TAKKE BBIPAKEHHAS
BUPWIM3aLMs HAPYKHBIX IOJIOBBIX OPTaHOB. Y poBeHb 1 7-OH-mporecrepona pe3ko
noBbllleH. Ponutenun — aBoropoaHble cuOchl. I[IpoBeaeHO MoneKyssipHOE
ucciaenopanue: merogom MLPA  u  Sanger-ceKBeHUpOBaHHMS  BBISBIICHA
roMO3UroTHas jaenenus sk30H0B 3—5 reHa CYP21A2, oOycioBieHHas HepaBHBIM
KPOCCUHIOBEpOM MEXJ1y (YHKUMOHAIBHBIM TE€HOM U €ro IICEBJOI€HOM
CYP21A1P.
3amanue.
1. Tlouemy npu BpOXKAEHHOW THIEPIUIA3UM KOPBl HAANOYEYHUKOB IIO
KJIACCUYECKOMY THUITY Pa3BUBAETCS BUPUIIN3ALIUS Y IE€BOYECK?
2. Yro takoe ncepnoreH CYP21A1P, u xak oH yuyactByeT B narorenese BI'KH?
3. Ilouemy B TaHHOM Cily4yae HCIOJIb30BAJIN HE TOJIBKO Sanger-CEKBEHNPOBAHME,
HO 1 MLPA?
4. Kakoit Tun HacnenoBanusa y BI'KH, m moyemy nHamuuue Opaka MexIy
JBOIOPOAHBIMU CHOCAMU TIOBBIIIAET PUCK?
5. Kako#i ¢parmeHT reHoma 4yesnoBeka (KOAUPYIOUUNA WM HEKOJIUPYIOIIHIN)
3aTPOHYT IpH Aenenuu 3k30H0B 3—5 rena CYP21A2?

3aB. kadeapoii T.JI. HacraymieBa
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1. I'ennas tepanus u penaktuposanue reHoma (CRISPR): Tekymiee coctostHue u
ATHUKA.
2. CutyanmoHHas 3a/1a4a
Y HOBOPOXJIEHHOTO MalbuMKa OT 2-i1 OepemeHHocTH (1-i peOEHOK 310pOB) Ha 3-U
CYTKHM >KM3HU BBISIBJIEHA CTOWKAasi THUIIOTJIMKEMUs, >KelTyXa, MukporeHuc. [lpu
o0cieIoBaHUM — HU3KUE YpOBHU ropmona pocta, TTI, nposnakruna, kKopTu3zona.
MPT ronoBHoro mosra: runormjasus runogusza. B cempe ciydyaeB mogoOHBIX
HapylleHuid HeT. Bpau HampaBusl Ha TeHeTHdeckoe obcienoBaHue. bpuio
npoBeneHO  NGS-maHenbHOE  CEKBEHHPOBAaHUE TI'€HOB  THIIONUTYUTapHU3Ma,
BBISIBUBIIIEE TOMO3UTOTHYIO HOHCeHC-MyTanuio B reHe PROP1 (c.301C>T,
p.Argl01%*). ¥V 0b6oux poauteneit — rerepo3uroTHOE HOCUTEIHCTBO.
3ananue.
1. Kakoil ropMOHaIbHBIN Je(ULIUAT y TOr0 peOEHKA YKa3bIBAET HA TOPAXKEHUE
MMEHHO MepeHel noau runoduza?
2. Ilouemy y pebGéuka c wmyrauumeid B reHe PROPI pa3BuBaercs
KOMOWHHPOBAHHBIM THITOMUTYUTAPU3M?
3. Kakoit tun wmyrtamuu BbeisiBieH (¢.301C>T, p.ArglO1*), u k kakum
MOCJIEICTBUSIM OH NMPUBOJAUT Ha YPOBHE Oenka?
4. Tlouemy y o0oux poauTened OTCYTCTBYIOT KIMHUYECKHUE MPOSBIICHUS,
HECMOTPS Ha HAJTMYUE MYyTalUuu?
5. Kakoif MeTo/1 TeHETHYEeCKON TUarHOCTUKH ObLT HanboJee 1eaecoodpas3eH B
JAHHOM CITy4ae U nmouemy?

3aB. kadeapoii T.JI. HacraymieBa




