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YBaxaemasa Enena HukonaesHa!

DOI'AY «HMHIL] 3popoBbs neteii» Munszzapasa Poccuu HampasnseT 3asiBleHHE O
pPacCMOTPEHHH MpPOTOKOJAa KIHHH4YecKo# anpobanuu «HOBBIM aNrOpUTM BeJeHHSA
AOeTed ¢ H30JIHPOBAHHBIMM M COYETaHHBIMH BPOXICHHBIMH aHOMAIHMAMH pPa3BUTHA
NOYeK M MOYEBBIBOAAIIMX IyTeH, BKNIOYAlOWIMA reHeTHdecKoe oOCIeq0BaHHE
METOJIOM CEKBEHUPOBAHUS HOBOI'O MOKONEHH.

IlpunoxeHue: cornacue Ha pa3MellieHHe B ceTH «HTepHeT - 1 cTp.
3agBlieHUE U nNpoTokoa — 20 cTp.

HUPK - 10 cTp.

Hupexrop A.A. bapaHos

nen. Maprueea T.B. 8-915-050-58-30
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0 PacCMOTPEHHH MPOTOK0JIa KJIMHH4YeCKOH anpobdanuu

HauMenoBaHnue penepaneHoii | PenepanbHOe rocyZapCTBEHHOE ABTOHOMHOE
MEIULIMHCKOMN OpraHusaluy, | yupexacHue  «HayuHpli  MeaunuHckui
Hay4yHOH uau o0pa3oBaTeNbHOH | UCCIEeA0BATENbCKUH HEHTP 340POBhS JeTei;
OpraHu3aluy, ocyiuecTBisowed | MuHHcTEepcTBa 3/1paBOOXpaHEeHUS
OeaTeNbHOCTE B cdepe oxpansl | Poccuiickoit @eaepanuu

310pPOBbS, ABNAIoIEeHCA

pa3paboTUHKOM MPOTOKOIA

KJIMHUYECKOH anpobalnu

Anpec MecTa HaxoxzaeHus 119991, MockBa, JIoMOHOCOBCKH
OpraHu3alkH IPOCIEKT, 2, cTp. 1.

KonTtakTHBle TenedoHbl M amgpecg Anekcanap Anexcanaposud bapaHoB
3NEKTPOHHON MOYTHI e-mail: baranov@nczd.ru

Tenedon: +74991343083

Mapruesa Tea BanukoeBHa,
Tenedon: +79150505830

e-mail: tea@nczd.ru

Hazganne npeanaraemoro  1ng HoBelfi anroputM BeleHHs JAeTed ¢

S I

KIUHUYECKOH anpobanuu MeToAd H30THPOBAHHBIMHU Hu COYETaHHBIMH

NpoQUIIaKTHKY, ANAarHOCTHKH| BPOXKACHHBIMH ~ aHOMAJHAMH  Pa3BHTHSA

Je4eHus U peabunuraumu NMOYeK M MOYEBBIBOJALIMX  IyTei,
BKIIIOYAIOIIMH reHeTHYeckoe 0bcienoBanue
METOJIOM CEKBEHHPOBaHUA HOBOTO
MOKOJIEHHUS

Uncno nauMeHToB, HEOOXOAHMOE

I7sl  INpOBeleHHs  KJIMHUYECKO!] 150

anpobanum

IpunoxeHue:

IIpoTokon k1MHUYeckoH anpobauuu Ha 19 1.

. VlnauBuayaneHas perucTpalMoOHHas Kapra HaOMIofeHHd TMaluueHTa B paMKax
KIMHWYecko# anpobaunu Ha 10 1.

. Cornacue Ha ony6nuKoBaHHe ITPOTOKOJIa KIIMHUYECKOH anpobaruu Ha opUUHAIEHOM
caiite MunucrepctBa B cet «VHTepHeT» Ha 1 m.

HMupexTtop )//} rboe AJA., Bapanos
- = T A
/



1.

IIpoTokos kKIHHHYeCKOH anpodannu
MeTO0[a NPOPHIAKTHKH, JHATHOCTHKH, JIeUeHHA H pealHIHTALUH

1) IlacnopTHas 4acTh
Ha3zpanue npeanaraeMoro K NpoBeAeHHI0 KJIHHM4YecKoil anpobauuu MeToaa
NpoPHIAKTHKH, THATHOCTHKH, JICUHEHHS H peabHauTanHuu (1aJiee - MeTOx).
HoBriii anroput™M BeAeHHUA JeTeld ¢ H3O0JIHPOBAHHBIMM M COYCTAHHBIMH
BPOXJEHHBIMU aHOMAalMsIMH pPa3BUTHA IIOYEK M MOUYEBBIBOAAIIMX IYTEi,
BKJIIOYAIOILMK TeHeTHYecKoe o0CleJoBaHUE METOAOM CeKBEHHPOBaHHS HOBOIO
HOKOJICHHUS.
Hanmenosanne H ajpec ¢enepanbHOHi  MeJHUHHCKOH  OpraHH3alHH,
paspaGoTaBiied NMPOTOKOJ KIHHHYeCKOH anpofauun mMeroaa nNpodHIAKTHKH,
AHATHOCTHKH, JIeYeHHs] H peaOHIMTAUHH (Jajlee - NMPOTOKOJ KJIHHHYECKOI
anpofanuu).
DepepanbHOe  TOCYIAapCTBEHHOE  aBTOHOMHoe  yupexaeHue — «HaydHsrid
MEJULMHCKMH MCCIIEOBAaTeIbCKHH LIEHTp 3A0pOBhi  AeTei» MuHHcTepcTBa
3apaBooxpanenus Poccuiickoit ®enepanuu, 119991, Mocka, JIOMOHOCOBCKHIA
IIPOCIIEKT,.2, cTp. 1.
PaMH/INA, UMS, OTYECTBO H AOJAKHOCTh JIHU, YNOJHOMOYEHHLIX OT HMEHH
pa3paloTYHKa NOANHCHIBATH NPOTOKOJI KJIHHHYECKO#H anpobanumn.
Mapruesa Tea BanukoeBHa, pyKOBOAHMTENE OTHEAEHUA He(dpO-YPOIOTHUYECKHX,

MeTabonnyeckux Oone3sHeH U 3aMECTUTENBHOM NOYeYHOM Tepantu

2) ObGocnoBanHe KIHHHYECKOH anpoGauHu MeToAa

4, AHHOTAUHA MeTOoaA.

B knuHHYecKyro ampobaiuio niaHupyeTcsl BKIOUHTh 150 gereit ¢ BpoXKIeHHBIMHU
aHOMaJHsIMH DPa3BUTHS MOYEK M MOYEBBIBOASIIMX IIyTeH B BO3pacTe OT 3 Mec Jio 18

JIET.

HacnencreeHnHble 3360HeBaHHﬂ, NMPOTCKAaKIIUE ¢ aHOMalMAMH pPa3BUTHA MNOYEK H

MOYCBEIBOOAIIHX ny’reﬁ, 0cobeHHO royeK BHOCHT CymeCTBEHHBIﬁ BKJIall B CTPYKTYPY



WHBANTUAU3UpYIOlel neguaTpudeckoit mnaTosorud. OcobeHHO CIOXHOH U
HeONMaronpUsaTHOH B NPOTHOCTHYECKOM IUIaHe ABIsAETCS FpyINa HacleNCTBEHHBIX
3aboneBanuH, nporekatoux ¢ BIIP nmoyek, nopaxeHueM ciiyxa ¥ 3peHus. bonbiuas
yacTh 3a00JIeBaHUHA JaHHOH rPYMIbl HOCHUT IIPOIPECCHPYIOIINH XapaKTep.

INatonormsi cimyxa Haubojee 4acTO NpelncTaBlieHa HEHPOCEHCOPHOH TYTrOyXOCTHIO,
KOHIYKTHBHOH Tyroyxocteio, BIIP HapyxkHoro yxa. IlopaxeHHe opraHoB 3peHHH,
KaK MpaBMO, HOCHT NPOrpecCHpPYIOIUHH XapakTep: MHOINHsS pPa3iIW4HOi CcTeneHu
TSDKECTH, KarapakTa, IJlayKoMa, aTpous 3pUTeNbHBIX HEPBOB, NUIMEHTHAIN
petuHut. Pexe BcTpewaercs BIIP rmnasHoro s6noka, KoinoO6OMBI, HapylleHHS
IIBETOBOT'O 3pEHHA.

Hanbonee uacto cpeau 3aboneBaHMil NAHHOHW TIpynnbl CHHApOMAaibHBIE (DOPMEI
HOYEYHBLIX JAUCIIa3ud M TUAPOHEPPOTHYECKHX  TpaHchopMauMi  MOUYeK,
MYJIBTUKUCTO3a [T0YEK.

Cpeoy HacneACTBEHHBIX MOHOT€HHBIX CHHIPOMOB, IHpoTekaiomux ¢ BIIP
MOYEIOJIOBOH CHUCTEMBI, IaTOJNIOTHEH OpraHoB 3pEeHHs, HapyLUEHUAMH CJyXa,
COIPOBOXAAOILMECS NNPOrPafHEHTHBIM TEYEHHEM, MOXKHO BBIICIUTH cHIpoM bapne-
bunnsa, 3a pasBUTHE KOTOpOro oreevaroT 24 rena. Jlns 3abonieBaHHs ONMHMCaHO Kak
ayTOCOMHO-pELIECCUBHOE, TaK M JUreHHoe HacnenoBaHue. K 3aboneBaHusaM JaHHOH
TPYMIbI, HMEIOUHX MPOTrPECCHPYIOLIMA XapakTep OTHOCATCA CHHApoM JloypeHca-
Myna, cunapom LleneBefirepa, cuHIpOM AnbcTpeMma, cuHapoM Jloy,
NanUIOpEeHANBHBIH CHHIPOM ¥ MHOTHE OpYTHE.

MonekynspHo-reHeTHYeCKass  JUarHoCTHKa  3abosieBaHMI  JaHHOH  rpynmel
3a0oneBaHHH He TONBKO TMO3BOJMHMT TOYHO BepHHUIMPOBATH OHATHO3, ONpPENENHTE
IPOrHO3 M HEPCOHU(DHULUUPOBAHHBIH aNrOPHTM BeleHHA A NAlMEHTa, HO M JacT
BO3MOXKHOCTE NPENOTBPATUTE pPOXAEHHE elle OAHOro OonpHOro pebéHka B

Nopa>k€HHON CEMBE.

AKTyaJIbHOCTb ME€TOAA OJIA 3APaBOOXPAaHEHHH, BKIKYAA OpraHi3alnHOHHBIE,

KIHHHYC¢CKHE H DKOHOMHYeCKHE ACIIeKTEI.



BIIP MOYemoJioBoii CHCTEMBI ABJIAIOTCS OOHMMH H3 Hanbolee pacnpoCTpaHEHHBIX M
nauboee Jerko oOHapyXKHBaeMEIX aHoManuii npu nposeacany Y3W. Bpoxaennsie
AHOMAJIMH Pa3BUTHs MOYEK U MOYEBBLIBOAAIIMX IyTeH Yanle M30JMPOBaHHEIE, pexe
Pa3sBUBAKOTCS B COUETAHHH C NOPOKAMH JPYTHX OPraHOB M CHCTEM, KOTOpbIe MOTYT
yKa3blBaTh HA N€HETHYECKH A€TePMHUHHPOBaHHOE CocTOsHUE, [Ipy Takux cHHApOMax
OOBIYHO HaONIOJAETCs MPOTpPeccCHpyolliee TeYCHHUE TIOPaXEHHs MOYEK, NMPHBOAALLCE
K (OpPMHPOBAHHIO XpPOHHYECKOH IIOYEHUHOH HENOCTaTOYHOCTH. B  mpuyun
TEpMHHAIBHOMN CTaJIMH 0YEYHOH HEJOCTaTOYHOCTH C HEOOXONMMOCTEIO TPOBEICHHS
3aMECTHTELHOM TMOYEeYHOH Tepanmuu B JETCKOM BO3pacTe BPOXKACHHBIE aHOMAIMH
Pa3BUTHS 3aHUMAIOT IepBOE MECTO. 3aMEAIMTh NOUYEYHOE MOBPEKACHUE MPH JAHHON
rpynne Gone3Heil BOSMOXHO IpH HasHadeHMH HEQPONPOTEKTHMBHOM Tepanuu.
Opnnaxo, B HacTogiee BpeMsa B PO guardHoctuka XbBII Ha paHHUX cTaaMsax sBHO
HeJ0CTaTO4Ha, HehpONPOTEKTHBHAS Tepalks Ha3HauaeTcs He BCEM HYXJAKOLIMMCS H
He cBoeBpeMeHHO. CleIcTBHEM 3TOTO ABIAETCA AHArHOCTHKA MAalLMEHTOB YXe B
TEPMUHANBHOH CTaJuM MOYEYHOH HEAOCTATOYHOCTH, KOIJa IALMEHT YiKe
HHBANMIHN3HPOBAH W HYXJaeTcs B 3aMECTUTCIIPHOH MNOYEYHOH TepanmuH, YTo
3HAYUTENBLHO CHWXXaeT Ka4yecTBO JKHM3HHM TIallieHTa, €ro CeMbH H SBIAETCH
JIOPOTOCTOSAIIMAM JIeueHHeM. Y IalMeHTOB HaXOoNAIHUXCS Ha 3aMeCTHTENbHOM
noyeyHo# Tepanmud HaOnlonaeTcs INOBBIUEHHBIH PHCK Pa3sBUTHA CepAedYHO-
COCYIHMCTBIX OCNOXKHEHHH, HebnaronpuatHoro ucxona. Kpome toro, npu cuHapomax
C BOBIeUYeHHeM ApYrux opraHoe M cucteM (LIHC, opraHoB 3penus, ciyxa, KOCTeil),
TIPOHCXOOUT  HapylileHHe OQYHKUHUH MOPaXEHHBIX OpraHoB, HYTO 3HAYMUTEILHO
yXyAllaeT  cocTosiHHe  peGeHka,  TOBBIIIAET  PHCK  MHBAIMOH3AUMH U
HeGNaronpHATHOrO MCXOAa. YUHTHIBAas BCE H3JOXKEHHOE, PaHHAA AUArHOCTHKA, a
TaK)Ke MpeNoTBpallleHHe Pa3BUTHA M MNPOTpeccHpOoBaHHs 3aboNeBaHMS HMEET

OI'POMHO€ HE TOJBKO MEJULIHHCKOE, HO H COLHAJIBHO-3KOHOMHYECKOE€ 3Ha4YCHHE.

HoBu3Ha MeToAa H (HJIH) OTJIHYHE €ro 0T H3BECTHLIX AHAJIOTHYHBIX METOJOB.

IloHMMaHWE ITHOJOIMM AHOMaNMil pa3BUTHA NOYEK H MOYEBBIBOAALIMX NyTEH B

coyeTaHuu ¢ ApyruMu nopaxenusmMu LTHC, cnyxa u oprasoB 3peHHs, UMEET BaXKHOE



3HayeHue )i BeIpabOoTKU aJleKBAaTHON TaKTUKH BEIEHUA H MOHUMaHHUA IIPOrHo3a A
nanpeHTa. B 0OBIYHONM npakTHKe ¢ JAaHHBIMM aHOMANIUAMH Bpaud CTAJIKUBAKOTCA M0
poxkneHHs peOeHka, B JalbHeHIIEM HMHM 3aHHMAIOTCS XHPYPTH-YPOJIOTH, KOTODBIE
yacTo He 00palIalOT BHHMaHHMs Ha COMYTCTBYIOLIHE I1aTOJIOTMH, TaKHM oOpa3oM,
HabmogaeTcs  MO34HAS  JMArHOCTHKA  CUHAPOMANBHBIX ~ COCTOSIHMH U
IporpeccupoBaHus 3abolieBaHUs BIUIOTh [0 HEOOPAaTHMOro HapylleHHs (yHKLUMH
TIOpaXKEHHBIX OPraHOB (HanpuMep 3peHUs W/WIM ciyxa). BMecTe ¢ TeM OTCyTCTBHe
€JMHOTO IPOTOKONA JUIs JAHHOH KaTeropHH JeTeil B MEAMLIMHCKHX YUpeXKIeHHIX
PoccuH 1noO  AMAarHOCTHKE C  YE€TKHMH  KpHTEpUsSIMH 10  Ha3HAYeHHIO
MATOTeHETHYECKOr0 JiedeHHs 3aboneBaHus npusoauT K  pasButHio  XIIH,

,H,PIC(byHKI_[HI/I APYIHX MOpaKCHHBIX OPraHOB U CHCTEM H IIOBLBIINEHHIO JICTAIIBHOCTH.

BHeapeHue HOBBIX AUAarHOCTUYECKHX TEXHOJOruWi npu obcnenoBanuu neret ¢ BIIP
MOYEIONOBOH CHCTEMBI B COYETaHUH ¢ Apyrumu nopaxeHusamu [HHC, ciyxa u
OpTr'aHOB 3pEHMS, BHLABIEHHE KOPPENALMH MeXAy KIHHMYECKHMH CHMITOMaMH, T.e.
¢eHOTHIT C TeHOTHUIOM (C TMOMOIUBIO MOJEKYISIPHO-TEHETHYECKOTO aHallk3a)
HO3BOJUT MHWHHMU3HPOBATH MCIOJIb30BAHHE WHBA3WBHBIX METOAMK, YTO MOXKET
3HAYMTENRHO YHNYYIIMTh, KayeCTBO OKa3aHWUA MEQULMHCKOH IIOMOILUM JaHHOH

KaTeropHH gereit

7. Kpa'rlcoe OIMHCAHHE H YAaCTOTA H3IBECTHHIX H NOTEHNHAJBHBIX PHCKOB
OPHMCHCHHA METOAA AJ NANHEHTORB, €CJIH TAKOBLI€ HMEIOTCH, H

NMPOTrHO3HPYEMBIX OCJIOKHEHHH.

Ilpu BBeZeHHH paguodapMIipenapara B BeHy OGONBHOr0O MOIYT HpPOH30HMTH TaKHe
HEXeNAaTe/IbHbIE ABJIEHHs, BO3MOXHBIE NPH JII000H naroyoruy, kak o6mopok, 6ok,
MOKEHHEe B MecTe Npokonia Mrnoi. Takxe, XOTA M PeiKo, B MECTe MIPOKOJIa MOXET

BO3HUKHYTE HH(i)eKI_IPISI H 3KXHMMO3.

CchpliikH Ha JIHTCPATYPHBIC HCTOYMHHKH HYGJIHKaI.lHﬁ HayYYHbIX HCCnea0BaAHHHA

METOAa HJIH €ro COCTaBJAKINHX (B TOM YHC/e COOCTBEHHbIX MyOJHKANMI) B



pelleH3INDYEMBIX HaYYHBIX JKypHaJiaxX # H3laHHAX, B TOM YHCIE B 3apy6emublx

KypHanax (Ha3BaHHUS KyPHaJTOB/H3JaHHH, HX HMNAKT - hakTop).

. Kirsten Y. Renkema, Paul J. Winyard, Ilya N. Skovorodkin, Elena Levtchenko, An
Hindryckx, Cécile Jeanpierre, Stefanie Weber, Rémi Salomon, Corinne Antignac,
Seppo Vainio, Andreas Schedl, Franz Schaefer, Nine V.A.M. Knoers, Ernie M.H.F.
Bongers, ; Novel perspectives for investigating congenital anomalies of the kidney
and urinary tract (CAKUT), Nephrology Dialysis Transplantation, Volume 26, Issue
12, 1 December 2011, Pages 3843-3851. IMPACT FACTOR - 4,470

. Capone VP, Morello W, Taroni F, Montini G. Genetics of Congenital Anomalies of
the Kidney and Urinary Tract: The Current State of Play. Parrish A, ed. International
Journal of Molecular Sciences. 2017;18(4):796. doi:10.3390/ijms18040796.
IMPACT FACTOR - 3,226

. Yosypiv IV. Congenital Anomalies of the Kidney and Urinary Tract: A Genetic
Disorder? International Journal of Nephrology. 2012;2012:909083.
doi:10.1155/2012/909083. IMPACT FACTOR - 1,52

. Lu W, Quintero-Rivera F, Fan Y, Alkuraya FS, Donovan DJ, Xi Q, et al
(2007) NFIA Haploinsufficiency Is Associated with a CNS Malformation Syndrome
and Urinary Tract Defects. PLoS Genet 3(5): e80.
https://doi.org/10.1371/journal.pgen.0030080

IMPACT FACTOR - 6,1

. Vivante A, Hwang D-Y, Kohl §, et al. Exome Sequencing Discerns Syndromes in
Patients from Consanguineous Families with Congenital Anomalies of the Kidneys
and Urinary Tract. Journal of the American Society of Nephrology: JASN.
2017;28(1):69-75. doi:10.1681/ASN.2015080962. IMPACT FACTOR- 8,966

. B. E. Hoskins, C. H. Cramer II, V. Tasic et al., “Missense mutations in EYA1 and

TCF2 are a rare cause of urinary tract malformations,” Nephrology Dialysis

Transplantation, vol. 23, no. 2, pp. 777-779, 2008. IMPACT FACTOR - 4,470



9. Huble cBeleHHsN, CBA3aHHBIE ¢ pa3paboTkoH MeToAA.
3) Ilean H 3aaa4H KJIHHHYecKoH anpobaunu.

10. JeTanbHoe onHcaHHe HeJel H 32124 KIHHHYECKOH anpobauuu.

Ileab: yaydlUMTh Ka4€CTBO OKa3aHUA MEAHUMHCKON MOMOLIM OETIM C
BPOXJAeHHBIMH aHOMAaTHAMH Pa3BUTHA NOYEK H MOYEBBIBOAAIIKX ITyTEH.
3apaum.

1. AHanu3 CTPYKTYpPb! BPOXKIACHHBIX aHOMAJUH Pa3sBUTHA MOYEK H MOYEBBIBOOALINX
nyTed (M30JMpPOBaHHBIX M COUETAHHBIX C [OPOKAMM pasBHUTHA APYTHMX OPraHoB U
CHCTEM) Ha OCHOBaHHH MEHETHYECKOI'0 UCCIIeIOBaHMA.

2. OnpezneneHue 4acTOThI COUETAHHBIX MOPOKOB U CTENIEHH HapylIeHHd PYHKIMH
MopakeHHBIX OPraHOB U CHCTEM H ¢ OlpefieIeHHeM NNepCOHHPULIHPOBAaHHOTO
aNropHuTMAa BEAECHHUSA

3. OmnpeneneHHe KPUTEPUEB Ha3zHAUEHUsA FeHETHUECKOro 0OCICIOBAHM ASTAM IIPH
o0Hapy>KeHHH CKPUHHHIOBBIMU MeTogaMH (Y3 u Ap.) H30IUpOBaHHBIX
BPOXKIAEHHBIX AaHOMAIMI pa3BUTHS IOYEK U MOYEBBIBOJALINX NyTEH U COUETAHHEIX
¢ NIOpPaKEHHUEM JAPYTUX OPTaHOB M CHCTEM.

4. BHenpeHue B oO1IyIO NPAKTHKY CTAaHAAPTH30BaHHOIO MPOTOKONA 00CNEeIOBAHHS H
JIeYeHHUs AeTel ¢ AHOMAIMSAMH Pa3BUTHA [OYEK U MOYEBBIBOASIINX MMyTeH
(M30MHpPOBAaHHBIMH H COYETAHHBIMU).

IV. Iu3alin KIHHHYeCcKOH anpobanuu.

11.HayyHada o0O0OCHOBAHHOCTE H [JOCTOBEPHOCTH NOJYYEHHBIX Ha CTaadHH
pa3padoOTKH MeToAa AAHHbIX, BKJII0OYAJ 0KA3aTEeAbLCTBA ero 06e30NacHOCTH.
BpoxaenHble aHOMAaNIUM pa3BUTUA IIOYEK MW MOYEBBIBOJAILUX IyTeH SBAAIOTCA
ocHOBHOH mpuuMHOH XDbII y zereli ¢ MIHUpPOKHM CHEKTPOM IMOPOKOB Pa3BHTHA.
MoHoreHHYI0 NPUYHHY MOKHO OOHAapy>KUTh NMpuMepHO Yy 12% mnanmenros. OngHako
Mop¢oNoruuecKuil KIHHHYeCKUA (eHoTHN BITP mouek M MOYEBBIBOAAILUX ITyTEH
4acTO HE YKashlBaeT Ha cCleudduueckHe TIeHbl M TEM CaMbIM  IIoJUIeXar
uccneposanuo. Ilo nmaHHBIM HccnenoBanus Vivante A u ap. (2017) urobsr
ONpEeJENUTh BEPOATHOCTh OOHApY)XEHMS] NPUYHMHHO 3HAYUMBIX MYTaUuil IPOBOAMIICH

INONHO3K30MHOC CCKBEHHPOBAaHHC, MPpOaHAJIU3UPOBaHb] 33 PAa3HBIX KPOBHBIX



ceMelCTB NalMeHTHl ¢ BPOXKIEHHBIMH aHOMAaNMAMM MTOYEK ¥ MOYEBBIBOASLUMX MyTEH.
BriBneHpl MpUHYHMHHBIE MyTallMd B HEeBITH K3 33 HM3ydyeHHBIX cemedl (27%).
O6uapyxeHbl pelLeCCUBHbIE MYyTallMd B JEBSTH H3BECTHBIX MNATOr€HHBIX TeHaX:
ZBTB24, WFS1, HPSE2, ATRX, ASPH, AGXT, AQP2, CTNS u PKHDI.
[IpumeuaTenpHO, 4YTO OpH MYyTalMAX B 3THX TeHax HaOmiojaloTes Kak
MYJIBTHOPraHHbIE CHHAPOMBI, TaK U HU30JHPOBAHHBIE AHOMANWH Pa3BUTHA NOYEK H
MOYEBLIBOMAIUMX  myTeit. HU oAMH M3 BBHILEYNOMAHYTBIX MOHOT€HHBIX [€HOB He
NOJO3pEBaNCAs Ha KIMHHYECKHX OCHOBAaHHAX [JO JTOro Hcciedosanus. B
OONBIIMHCTBE 3apyOeXXHBIX HCCIeNOBaHHH CcooOIIaeTcd © HAIMYUH HM3BECTHBIX
IIOTEHLHANIBHBIX TEHOB, MyTallls B KOTOPHIX BbI3bIBaeT (1,9-20%) HecuHIpoMalbHbIe
BITP niouek H MoveBsiBoAAIIMX myTeii. Mytamuu B HNF1, Pax2, UMOD wunu Eyal
obuapyxensl y 1,9% wu3 538 nanueHToB u3 456 CEMEWCTB NpPEHMYILECTBEHHO
eBponeiickoro HaceNneHHusa ¢ HeCUHApoMHBIX TUNax BIIP mouex. MyTtauuu B saepHoM
dakrope renatountos-1p (HNF1P) uaentudpunuposans! y 10% sANoHCKHX Iereii ¢
TIOYEYHOH JHCIUIa3MeH U MYyJIbTHKHUCTO30M Mouek. MyTtauuu B reHax HNF1B, Eyal,
Six1, Salll u Pax2 unentuduupposansl y 5-15% netefi U3z eBponeickoro HaceleHHs
¢ HecunapomansHeiM CAKUT. MaccoBoe mapamnenbHoe CeKBEHHUPOBaHHE 5K30HOB
u3 30 renoB-kaHguparos B o6seauHeHHoM JJHK y neTelt ¢ 0IHOCTOPOHHHM NOYEYHOMH
areHe3HeH, No4YevHOH THIOAUCIIIa3HeH HIIH NMy3bIPHO-MOYETOUHHKOBBIM pedIItoKCOM
B CoenuneHHbIX IllTaTax BeIABUIIO HOBBIE MyTalluu B 4 reHax (Ret, BMP4, FRASI u
FREM?2) B 17% cnyuaes.

Takxe OblI0 OOHapYy)X€HO, YUUTHIBad I'eHETHYECKMI XapaKTep BOo3HHKHOBeHus BIIP
MOYeK H MOYEBBIBOMALMX NyTeH, uTo B 10 % M Ipyrue wieHb CEMBH TAKXKe HMEIOT
MOPaXEHUA TOYEK M MOYEBBIBOASLIMX MNyTeH, OAHAKO KJIMHHYECKHE CHMIITOMBI
3aboneBaHMs BO3HHKAlOT B Oojlee MO3JHHUX cTagusx OonesHu. B CBA3H C uewm,
reHeTuyeckoe obcienoBarue y JIETel ¢ BpOXAeHHBIMH aHOMAJTUAMM Pa3BHTHA MOYEK
H MOYEBBIBOAAIIMX MNyTeH ABIAETCS HEOOXOAUMBIM JJIi IIPOTHO3UPOBAHMA H

BEIpaOOTKH TaKTHKH BeJ€HHUSA NaliHEHTOB.
12, Onuncanne gusaiHa KJIHHHYECKOH anpobauuu J0/3KHO BKJIIOYATh B ceb:

12.1. YkazaHHe OCHOBHBIX H AOHOJHHTENbLHbIX (IIPH HAJHYHH) HCCIEYEMBIX



nNapaMeTpoB, KOTOPbIe OyAYT ONEHHBATHLCA B X0/I¢ KIHHHYECKOH anpobaluu;
OcHoBHbBIE NApaMETPbl, OlleHHBaeMble B X0/1€ KJIHHHYeCKOH anpodanun:

1. OcHoOBHBIE MOKa3aTeny XU3HeNeATENbHOCTH OpraHu3Ma (Bec, pocT, TeMIepaTrypa

TeJla, YacTOTa CepledHbIX COKPAILEHHH, YacTOTa ObIXaHus, apTepHanbHoe JaBlICHHE),

¢busnkanibHOe 0bcaeloBaHKE ¢ OLIEHKOH NapaMeTpoB BHYTPEHHHX OpPTraHoOB (IpyQHOI

1 OplOLIHON TMoNoCTeil), OUEHKA MNOpaXXeHUs opraHa 3peHMs, CIyXa, LIEHTpaJbHO

HEPBHOH CHCTEMBI.

2. Ouenka nabopaTOpHBIX NOKa3aTelel: KIMHHYECKHI aHau3 KPOBHU, KIMHUYECKUM

ananu3 moud, KINC, 6MoXUMHYECKHH aHal|3 KpOBH, OHOXUMHUYECKHI aHAIN3 MOYH.

3. OueHka pa3MepoB MOYEK, COCTOSHUS MapeHXHMBI, pa3MEpPOB MOYEBBIX MyTeil

MeToaoM Y3H.
4. OxoKT", 9KTI', Y3U opraHoB OpromiHoii MonocTH.

5. OueHka cTeleHH NOBPEXACHUS MapeHXUME] [I0YEK METOIOM CTATHYECKOH

HedpocuuHTUIPadHH.
6. KoHcynbTallus reHeTHKa.
7. 'eHeTHYecKHe METOAB! HCCIEAOBAaHHUA (MOJIEKYNIAPHO-TEHETUYECKHI aHAIN3)

8. OcMoTp 3 cnenManucTOB B 3aBHCHMOCTH OT HMEMOIIMXCSA COMYTCTBYIOLIMX

NaTONOTHH, BKIIOYAKOIIMX: 0dTaIBMOJIOT; CYypAONAOr; THHEKONIOT; HEBPOJIOT.

12.2.0nucanne qu3zaiHa KJIHHHYeCKO# anpo6Gauuu ¢ rpadpuyeckoil cxemoii

(3Tanel U NpoLeayphl, a TAKIKE CPOKH H YCJIOBHS HX NPOREACHMS, HHOR);

Ha6op 150 nanyenTos

I[e‘m C BpPOXIOEHHLIMH aHOMAJIRAMH

NARRUTUA TTOUEK U MOUPRRIROTAINUY MvTeil



OfcnenosalHe MaLHEHTOB, BKIIOYasd Fr¢HETHYECKOE
uccnenosanue, 10 aHeit

|

[MepcoHn$UUMpPOBAHHBIH aNTOPHTM BeJEHUA

12.3.O0nucaHHe MeTOAa, HHCTPYKLUHH 1O €ro MPOoBeAcHHI0

12.4.OxnaaeMasl NPOAOKHTEIBHOCTE YYACTHS MNANHEHTOB B KJIHHHYECKOH
anpob%auun, ONHCAHHE IOCJeA0BATEALHOCTH H TNPOAOUKMTEJBHOCTH BCeX
NepHOAOB KJAHHHYECKOH anpobaunHH, BKJIYag NEePHOA MNOC/AeAyHlIero

Ha0JI10/leHHS, eCJIH TAKOBO# ApeIycCMOTpeH;

Knunudeckas anpobauus Oyner nposoauTscs B TedeHHe 2-x jnet (2018-2019

IT.).

CoOCTOHUT U3 CNEAYIOIUX 3TATOB:

1 3tan (cpok rocnuTanu3auuu 4 obcaeaosanus 10 nHei)
2 Dtan (aHanu3 MONYYEHHBIX JaHHBIX )

12.5. IlepeueHn AaHHBIX, perscTpupyeMbIX HenocpeacTBEHHO B
HHAHBHAYAJIbHOH PErHCTPALMOHHOA KapTe KIHHHYECKOH anpodaunu MeToaa
(T.e. 6€3 3aNIHCH B MeAHIHHCKOH JOKYMEHTALlHH NALKHEHTA) H paccCMaTpHBaeMbIX

B Ka4Ye€CTBE NMapamMerpoB, YKasaHHbIX B NMYHKTE 12.1 HacToRIIEro NpoOTOKOJIA



KJAMHHYecKoii anpobauuu.

' anﬁ:l‘_

IlepBolii

BH3HT

INocnuTanuzaums, KOMKO-IHH

10

AHaMHue3 3abo0jieBaHHA

OueHka CONMyTCTBYIOUIEH MaTOIOTHH

HacnencTeeHHBIH aHaMBE3

Bepudukauus auarsosa

KOHcyHBTaHHH 3-x CIICHHAJIMCTOB

OuzukansHoe 06CcIeIoBaHue

OCHOBHBIE IOKA3aTEJIH KHU3HEACATCIBHOCTH

opraHu3Ma

e I B ] B ] R

OxoKI', OKTI

S

¥Y3H nouek, MmoueBoro nysslpsa; Y3U opraHos

OpPIOLIHOM ONOCTH

e

JlabopaTopHrle HccienoBaHus (KIHHAYECKAS
OnoxumMus, KIMHH4YecKuid anau3 Kposu, KIHC,

aHallu3 MOYM OOIIIHiT)

bnoxumuyeckuii ananus Mo4H (KpeaTHHHH,
KaneLui, Gocdop, oKcanarel, MoueBas KUCIIOTA,

6enok, ansOyMuH)

KOHch'II:pTaI_lPIH I'C¢HCTHKAa

>

MosiekynsapHO-reHeTHYECKUI aHAJIu3 KPOBH

(KITHHHYeCKHH K30M)

Cratuueckas HedppocUUHTUIpadus

IlpoBepka COITyTCTBYIOLIErO JeHEHUST

Onenka 6e30n1acHOCTH




V. OT00p B HCKIIOYECHHE NAUHEHTOR, KOTOPLIM OKA3BIBaETCH MeJHIIHHCKAS

MOMOIbL B PAMKAaX KIHHHYecKoH anpofanuu

13. KpuTepHH BKJIOUMEHHs NALHEHTOB.

ITanueHTs! B Bo3pacTte g0 18 et

IToaTBepXACHHBI MUarHO3 BPOXKACHHON aHOMAalWU pPa3BHUTHA IIOYEK M MOYEBBIX
nyTedl  (My3BIPHO-MOYETOYHUKOBEIH  pednlokc, ruaponedpos, Merayperep,
TIOJIMKUCTO3 NOYEK, TUITONJIa3Us II0Y€EK, alIa3Hs [TOYKH, MYJIBTUKHCTO3 HOYKH U JIp.)
OrtpunarensHelii TecT Ha GepeMeHHOCTh (B ciydasx, IZle OH YMECTeH, H y Bcex
JieByIlleK B Bo3pacTe cTtapile 14 ner).

14. KpuTepHH HEBK/AIOYEHHA MALHEHTOB,

JIro6ele comyTcTBYIOLME 3a00sieBaHHA WIH OTIHYHBIE OT HOPMBI JlabopaTopHbIe
TIOKa3aTeNl, KOTOphle MOrYT MOBIHMATH HAa YYacTHE MNAalMEeHTA B KIMHHYECKOM
anpoballii COTJIACHO KIMHHUYECKOH OLIeHKe Bpayva, Jo0oe M3 MPOTHBOIMOKA3aHMIA,
NepeyrclIEeHHBIX B MHCTPYKIMU N0 NPUMEHEHHIO PeraparoB, 3aCTOHAA cepaeuHan
HeI0CTaTOYHOCTh, MIMMYHOIE(hUIIUTHBIE COCTOSHUS.

Texymee nndexkumnonHoe 3adoneBaHue.

Ocrpasl HIIH XPOHHYCCKAs IMOoYETHaA HEAOCTATOYHOCTDE

15.KpuTepun HCKAIOYEHHsS] MALHEHTOB H3 KAHHH4YecKko#l anpoGauuu (T.e.
OCHOBAHHS NMpeKpallleHHs IPHMEHEHHsA anpoOupyeMoro Meroaa).
CouuaneHple MM HMHBIE TIPHYMHBI, KOTOPBlE MOTYT MpPEITCTBOBAThH NPOBEAECHHIO
PETyJIApHBIX MEAHULMHCKUX 00Cief0Banmi.
Hexenanue nanueHTa HIM €ro poautenedl (ero 3akOHHBIX INpeJCTaBUTENICH)

BBINOJIHATE PEKOMEHAALMH BpaYa.
V1. MeanuuHcKkasi noMoulb B paMKaX KJIHHHYECKOH anpofanuun

16.Bua, dopma H yc10BHS OKa3aHHA MeAHIHHCKOH NMOMOIIH,

Bun - MeanunHckas noMollk B paMKax KJIHHUYECKOH anpobauuu.



VYcnosus — cTallMOHapHBIE.
®opMa — naHOBas MEJUHUHCKas IOMOIIb.

17.IlepeveHb MeJHLHHCKHX YCJIYT (MeAHUHHCKHX BMEWIATENLCTR),

Hanmenopanue KpaTHocTh
IMpuem (ocMOTp, KOHCYNBTalMA) Bpada-Hedponora/yponora 1
HepBUYHBIA

[TpueM (0cMOTp, KOHCYIBTALIMA) BpadeH-CnelMaTHCTOB
O6wuit (KIMHHYECKUH ) aHaTU3 KpOBH

AHann3 KpoBH OHOXHMUYECKUH 0OlleTepaneBTHYECKH
B3sTue KpoBH U3 BEHBI

O06paboTka BEeHO3HOH KpOBH

KareTtepuzauus neprupepuyueckoii BeHs! (111 BBeIeHHA KOHTpacTa)
BHyTpHBEHHOE BJIMBaHHE (BBEJACHHE KOHTPAacTa)

AHaH3 KpOBH Ha KHCIIOTHO-IIEJI0YHOE COCTOAHHE

AHanu3s Mo4YH obuui

BuoxuMuyeckuii aHanu3 Mo4H (KpeaTHHHMH, KalbLUu#, ¢ochop,
Mo4YeBas KMCJIOTa, OKCalaTel, 6eloK, albOyMUH)

IKT

V3U opraHoB OproIIHOH NOJIOCTH

Y3H nouex, MOYEBOTO My3EIPS

ek ke et ek ek ek ek ek ()

KOHchIBaI_[HH IFreHCTHKAa

MonekynsipHO-TeHeTHUeCKUH aHanu3 (KIHHUYEeCKHUH 5K30M)

y——

Ixokapauorpapus
Crarnueckas HedhpocuHTHTpadus ¢ DMSA 1

EskeTHeBHBII OCMOTpP BpauoM-HedposioroM\yposioroM ¢ Habmoaenrem 10
W YXOJOM CpeJlHero ¥ Mialliero MeJUIHHCKOIO IiepcoHana B
OTAEJEHUH CTaliMOHapa

HepquHb HCINOJIb3YEMBIX OHOJIOrHYeCKHX MaTC¢pHAJOB.
HET

HaunMeHOBaHHSA MeIHIIHHCKHX nznennﬁ, B TOM YHC/IC HMIVIAHTHPYEMBIX B

OpPraHH3IM 4Y€J0BEKA,

I/ICHOJIIB)/CMBIC MCIOIHLUHHCKHUC H3ICIHA: KATETCP HJIA BJIHBaHHA B Mallbi€ BCHBI

(urna-6a6ouka), HNPHL| MEAHLHHCKHI MHBEKLHOHHBIH OAHOKPATHOrO IMpHMEHEeHHH,



KAHIONS BHYTPHMBEHHas OJHOKPATHOIO NpHUMeHEeHHs, OMHT MapJieBbil, calderka
cTepuibHasg, OUHT SMACTHYHBIT MMMOOWIM3MPYIOIIMH, NEPYATKH XMPYPrHUYeCKHE
OJHOKPATHOTO NPUMEHEHHUs, KaTeTep ANA BHYTPHUBEHHBIX BIUBAHHH OAHOKPATHOIO

NPUMEHEHHI 1 HHOE.

VII. Ounenka 3¢p(peKTHBHOCTH METOAA
B nauane 2019 r. 6ynet npenocTaBieH MPOMEXYTOYHBIA OT4eT Nel, BKIOUaroui

pe3yasTaThl obcnenoBaHus 60 NalUeHToB.

B wnauane 2020 r. Oyaer mpenocTtaBleH OKOHYATENbHBIH OTYET, BKJIOYAIOLIHH
pe3yabTaThl OKOHYATENBHOTO obcienoBaHus 90 MallMeHTOB M aHANU3 KOppeNnsLUuH

IIPpHMEHACMBIX METOOOB IJisl THAI'HOCTHKH

19. Ilepeuenns noka3zareneii 3¢pdheKTHBHOCTH.

20. ITepeyeHb KpHTEpPHEB AOMIOJHHATEIbHOH HEHHOCTH.

O¢peKTHBHOCTEL MpeaIaraeMore ajropurMa AcHCTBMH OyneT oOLeHHBaThcs MO
CTeNIEHH 3aMeJIeHHs/yCKOpeHHs IIOYeYHOTO HpOrpecCHpPOBaHHA Ha  (OHe
HabmrofleHus ¥ HHAMBHIYAIHW3HPOBAHHOTO IMOAXO0MA K ONPEHCNEHHIO (PAKTOPOB
nporpeccupoBaHis 0ONe3HH U Ha3HAUYEHHIO HEPPOIPOTEKTUBHOH TEPaNHH

21. MeToabl M CPOKH OLIEHKH, PerHCTPALIHH, Y4eTa H AaHAJIH3A MOKa3aTenel
3P PpexTHBHOCTH,

Ha kaxporo GonbHOro, BKIIOYEHHOIO B KIMHHYECKYIO ampobalyio, 3armoHAETCs
MHAUBUAYyajlbHAsl perucTpalliOHHasd KapTa HaOMOOeHHA TMalueHTa. AHalu3
napaMeTpoB 3(PQPEKTUBHOCTH NPOUIBOAUTCS C [OMOIIBIO COOTBETCTBYIOLIUX

MATEMaATHYCCKHUX N CTATUCTHICCKHX MCTOOOB YEPE3 12 MecsileB NeyeHHS.

I'oasl - o 2018r. | 2019r.

Yucno nauueHToB, BKIIOYEHHBIX B KIHHH4YecKyH] 60 90

anpo0aluio




B 2018r. nmuanupyercda BKmOUMTE 60 manuentoB. Y  GonpHBEIX  OymyT
NPOAHAIU3MPOBaHEl M OXApakTepH30BaHbl KIHMHHYECKHe W  nabopaTopHbie
nokasarenu 3aboneBaHus M 3GQPeKTHBHOCTh paHee NPOBOAMMON Tepanuu, 6yaer
MPOBENEHO  3asABIEHHOE  OOCNENOBaHHE, BBIABICHBl HMMEIOLIMECS  (aKTOphI
NpOTPeCCHpPOBAaHUS, a TAaiOKe HUMEIOIIHUXCA COMYTCTBYIOIUMX 3a00JieBaHui, ¢
BbIABJIEHHEM TIE€HETHYECKOW mnpHpojasl Oone3nn. B Havane 2018 roma OGymer

NPEeIOCTaBlIEH NPOMEXYTOUHBIA oTyeT Nel.

B 2019r. B xi1uHHYECKyIO anpoballMio MIAHHPYETCS BKIIOYUTH 90 manueHTOB, Y
KOTOPBIX Takxe OyIyT MpOaHaIM3HUPOBAaHBI U OXAPaKTEpHU30BaHLl KIHHHYECKUE U
nabopaTopHBle MoOKa3aTenu 3aboneBaHMs U 3((EeKTHBHOCTL paHee MPOBOIUMOI
Tepaniuy, OyAeT NpoBeleHO 3asBlIeHHOe OO0C/IeNOBaHHE, BHIABJIECHB HMEIOIIHECS
(haKTOpsl NMPOrpeCCHPOBAHHUs, a TAKXKe UMEIOLIUXCS COMYTCTBYIOIIMX 3aboneBanHuii, ¢
BBIIBJICHUEM TIeHETHYeCKOM npupoxasl Oonesnu. B centabpe 2019 roma 6yner

IIpenoCTaBIICH OKOHYATCI BHBIH OTYET.

VIII. CraTHeTHKA

22. OnHcanHe  CTpaTerH4YecKHX  MeTOAOB, KOTOpbIe  NpeanoJaraercs
HCHOJIL30BATH HA  [POMEXKYTOYHBIX 3Tamax aHaju3a  pe3yJbTaToB
KJIHHHYECKOH anpo6anHd H NpPH ee OKOHYaHHH. YpOBeHb 3HAYHMOCTH
NPHMEHSEMBIX CTATHCTHYECKHX METOAOB.

Bcee cratuctiyeckue TecThl 6yAyT MPOBOAMTHCSA € MCIONB30BaHHEM JBYCTOPOHHHX
KpUTEpHEB C ypoBHeM mqoctoBepHOcTH 0.05. Bee 3HaueHHMs p OyAayT paccuMTaHml ¢
TOYHOCTBIO 2 JIECATHYHBIX 3HakoB. [l HeNpephIBHBIX NEPEMEHHBIX OYyAyT
PacCUMTaHbl CHENyIOLIME CYMMAapHbl€ CTaTUCTMYECKHE MapaMeTphl: pa3Mep
BBIOOPKH, cpelHee, CTaHAApTHOE OTKIOHEHHMe, CTaHaapTHas olumbka, MeauaHa,
KBapTHIY, MHHHUMANbHOE M MaKCHMajbHOe 3HauyeHus. JIng KareropuaisHBIX

IIEPEMCHHEBIX 6y,I[yT NPUBCACHBI HHCJIO H NPOLICHT MMAllTHEHTOB B Ka)K10M KaTE€TOpHH.

Jna oueHkH HsMeHeHu#H Oyner ucnonb3oBaH Kputepuit CTBIOAeHTa AN NapHBIX
3HaueHHH. B kauecTBe IOATBEpPXKIAIOIIErO METOJAAa MOXeT OBITh HCIOJIB30BAH

HENapaMeTpUYeCKud TeCcT (KpUTEpHil PaHroBbIX CyMM BuikokcoHa Ans mapHBIX



3HaYeHHH). A COOTBETCTBYKOIIMX MNEPEMEHHBIX 3OGEKTHBHOCTH  MOXKET
NIPUBOIUTECS 95% noBepuTenbHBIH HHTEpBAN. Ecnn 0yayT HeoOX0AUMEI MpyNNOBEie
CPaBHEHMS, JUI1 HENpEephIBHBIX NEPEMEHHBIX CPABHEHHUS M0 KaXAOMYy BH3HTY H
KOHEeYHOH ToukKe 6y,[[yT HPOBOAHUTECA € HCIIOJB30BAHHCM MOACIH AHCOCPCHOHHOTO
aHanmu3a (ANOVA). CpaBHEeHHS KaTeropHajJbHBIX MEPEMEHHBIX OYIYT NpOBOAUTHCS
C TIOMOLIBIO KPHUTEpHS XM-KBaJpaT HiIH TOYHOTO KpHuTepus PDuuiepa, a Takke
HCIONb30BaHHeM Kputepus Kpyckana-Bumnnca (unu moaoGHOrO KpurTepHs) s

YTIOpSIOUEHHBIX KaTeropui.

23. IlnaHupyemMoe YHC/I0 MALHEHTOB, KOTOPBLIM OyAeT oKazaHa MeAHUHHCKASA
NOMOIUB B PAMKAX KJIHHHYECKOH anpobalHH ¢ He/bIo J0KA3aTeJbHO
3¢ dexTHBHOCTH anpobupyemoro MmeToaa, O60cHOBaHHE YHC/IA NALIHEHTOB,
BKJIIOYAS pacyeTsl AJ11 000CHOBaHHS.
B pamkax knuHUYecKoH anpobanuu miaHupyercs obcnemoBatk 150 manMeHTOB C

BPOXACHHBIMH aHOMaNUAMH pa3sBHTHA NMOYCK H MOYEBBIX nyreﬁ

B xnuHpyeckodl anpobanuu Oyaer NpOBOAUTHCA oOcieloBaHWE MNALIMEHTOB B

TeyeHHe 2 ner.

Jid nocTHXXeHHs JOCTOBEPHOCTH B IPYNILY JOHKHEI OBITh BKIIOUYEHBI HE MeHee 150

OOJIBHBIX.

IX. O6bem puHAHCOBLIX 3aTpaT
24. Onucanne NpAMeHAEMOro MeToAa pacyera o6beMa (PHHAHCOBLIX 3aTpar.
Pacuer HopMaTMBa (UHAHCOBBIX 3aTpaT MPOH3BOAUTCS HA  OCHOBaHHH
3aMJ1aHUPOBAaHHOIO o0BEMa KIHHHMYECKOH ampoballiy, YYHTHIBAIOT (PaKTHUECKHe
pacxonpl INpH [BYX TIOCHHTAIM3aLMAX NalMeHTa (MEepBHYHONR M TOBTOPHOIH).
HopMmatue (GHMHAHCOBEIX 3aTpaT BKJIIOYaeT B cebs pacxonsl Ha 3apaGoTHYIO miarty,
HayHC/ICHMs Ha OIUIATY TPYJa, MPOYHME BBIIUIATEl, NpUOOpETEHHE JIeKapCTBEHHBIX
CPeACTB, PACXOAHBIX MarepuasnoB, HOPOAYKTOB [HTaHMs, MATKOIO HHBEHTap,
MEIMLIMHCKOTO MHCTPYMEHTAPHs, PEaKTHBOE H XHMMHKATOB, MPOYHX MaTepHaIbHBIX
3alacoB, pacxXobl Ha OIUIATY CTOMMOCTH JIaDOpaTOpHLIX M HHCTPYMEHTANBHBIX

I/ICC.]'Ie)_'[OBaHI/Iﬁ, IMPpOBOAUMBIX B JOPYIHX YYPCKICHHAX (HpI/I OTCYTCTBHH B



MEJAWLMHCKON OpraHH3alidd abopaTOpHH H AMAarHOCTHYECKOro o0OpyAOBaHHA),
OpraHU3alMH NUTaHHA (NPU OTCYTCTBHH OPTaHH30BAHHOTO MUTAHHS B MEIHLMHCKOM
OpraHu3allid), pacxolbl Ha ONJaTy YCAYr CBS3H, TPAHCHOPTHBIX YCHVT,
KOMMYHANBHEIX YCIYT, paboT M YCIyr MO COIEp>KaHHUI0 MMYIIECTBa, PacXOombl Ha
apeHIHyl0 IUIaTy 3a II0Ib30BaHHE HMYILECTBOM, OIUIATY NPOrPaMMHOTO
obecrieyeHHs U MPOYUX YCIyT, coilManbHoe obecneueHre paOOTHUKOB MEAUIMHCKHX
OpraHu3alliii, yCTaHOBIEHHOE 3aKoHoJaTeNbcTBOM Poccuiickoil @enepanyy, npoyne
pacxoapl, pacxoZbl Ha TpHOOpETeHHE OCHOBHBIX cpencTB (obopynoBaHue,
NMPOU3BOJACTBEHHBIH U X03AHCTBEHHBIN HHBEHTAPB ).

25.IlpeaBapuTeiibHbLIH pacueT o0beMa (PMHAHCOBBLIX 3aTPAaT HA OKa3laHHe
MeIHUHHCKOH NOMOLIH B paMKaxX KJIMHHYEeCKOH anpodanuu



HaumeHoBaHHe pacxoioB Cymma (py6.)

Pacxojibl Ha 3apabOTHYIO TIJIATY U HAYUCIIEHHA Ha 53112.00
OIU1aTy TPYIa, BKIIOYas HayYHBIX COTPYAHHKOB, ’
NPHHUMAIOLIMX YYacTHe B Peali3alii IPOTOKONa

Pacxopl Ha IPHOOPETEHHE MEOIUKAMEHTORB,
MeIULUHCKOro HHCTPYMEHTapHsl, peaKTHBOB,
XHMHKATOB, JIe4eOHOro NMUTaHHs, MATKOTO 56 691,00
MHBEHTAps, IPOUYMX PacXOIHBIX MaTCpHAJIOB, ,
Apyrae MeAULUHCKIE U3/IeNusl, KCTI0b3yeMble B
paMKax MPOTOKoJIA KIHHHYECKOH anpobaimu

Pacxoabl Ha omiaTy JOMOBOPHBIX YCIYT, CBA3aHHBIX 10 685.00
C peaslu3aluel [IPOTOKONAa KIMHUYECKOH anpobanuu ’

OO6uiexo3siicTBeHHBIE pacXobl (TPaHCIIOPT, CBA3b,
KOMMYHaNbHbIe YCITYTH U paboTh!, pacXoAb! Ha
coaep)kaHHe UMYILeCTBa, OIiaTa TpyAa ¢
Ha4YUCIEHHUAMH Ha BBIILIATHI [1O OIIaTe TpyAa 7 023,00
pabOTHUKOB, KOTOPEIE HE MPUHUMAIOT
HENOCPEeACTBEHHOTO YYacTUA B pealu3aliu
NIPOTOKOJIa KIUHHYecKoil anpobaliym)

. M3 HHX pacxobl Ha OIIaTy Tpyna
Ha4yHCJIEHHUSMH Ha BBHIIUIATHI MO OIJIaTe Tpyaa

paGOTHHKOB, KOTOPHIE HE IPUHUMAIOT 6 487,00
HENOCPEACTBEHHOIO Y4acTHA B pealn3aldu
IPOTOKOJ1a KITMHUYECKOH anpodaiy

HUTOrO: 127 511,00

Pacuer ctonmocTH 1 nauHeHTa Mo NPOTOKOAY KIHHHYECKO#H anpobanuu

O6masg cronmocth anpobauun (150 4eu.) —19 126 650,00 py6. , B ToM unciie ¢
pa30ouBkoii mo rogam: 2018 r — 60 nauuenTos -7 650 660,00 py6.; 2019 r - 90
nauuenTos — 11 475 990,00 py6

Jupextop .A.bapaHos



HuausunyansHas Perucrpanunonnas Kapra

Hoserii aJIrOPUTM BCACHHA JeTeH ¢ H30JINPOBAHHBIMH U COYETAHHBIMH BPOXKIACHHBIMH
AHOMAITHAMH pa3sBHTHA IMOYEK H MOUCBBIBOIALONUX HYTeﬁ, BKJIFOMAIOUTHH M€HETHYECKOE
O6CJ'I6)10B3.HPIC METOICM CCKBCHHPOBAHHA HOBOTO INOKOJIEHHUA

Yyacrpyromuii B KAnesrpNe . . . .

Homep nanuesra _ . . . .

JdaTta poxaenns e e e e s

HHunmansi MNanHEeHTA o s »




Cxema BH3HTOB M npoueayp o0cnenoBaHus

Buzur
IlepBbrii
BH3HT
INocnuTan3auua, KOHKo-AeHb 10
AnaMHe3 3aboneBaHus X
OueHKa CONyTCTBYIOIIEH NMaTOMOTHH X
HacneacTBeHHBIH aHaMHe3 X
Bepudukauusa nuarsosa X
KoHrcynpTaums 3-xX CrieliHaJuCcTOR X
DusHkanpHOEe 00ce10BaHle
OcHOBHBIE NIOKA3aTeNH KU3HEAEATEIHFHOCTH X
opranusMa
9xoKI'", OKI' X

V3HM noyek, moyeBoro ny3eipsa; Y3H opranos | X

OpIOIIHOM MMOJIOCTH

JIabopaTopHble uccaenoBaHus (KIMHUYECKAs X
6HoXHUMMUS, KIMHHYEeCKHUH aHamu3 KposH, KIIIC,

aHaJIH3 MOYH OOLIHIA)

buoxuMuyecKui anann3 MOYH (KpeaTHHHH, X
KanpLuH, pocop, okcanaThl, MOYEeBasd KHCIOTA,

0enok, anbbymMuH)

KOHchI bTallia I'€HETHKA

MonekynapHo-reHeTHUeCKHH aHATU3 KPOBH

Cratnueckas HeppocuuHTUrpadus

IIpoBepka cOMyTCTBYIOWIETO JICHSHHA

ol BT ] B

Ouenka 6e30MacHOCTH




BHU3UT 1/CKPHHUHI

Pyxopoauten Ne nanmenTa

Hara pusura: = = Harta poxxaeHus: - N

Hemorpaguieckue JaHHbIE:
Jara poxaeHus: - -

Ton: seHckui [ MY3KCKOH O

ITHHYeCKAadA NPHHaAJIeXHOCTh / Paca:
[ Benas U YepHasa [] JlaTnHOaMepHKaHCKas

Ll Asmarckas [] Hpyras,

oXanyHcTa, YKaXHTe Kakad:

Jata noanucanus GopMbl BHOOPMHUPOBAHHOTO COTNaCHA: = -

OTBeuaeT NAHHEHT BceM KpHTepuAM BKI4YeHusa?  Jla 0 Herll

Kputepnu BKIIOYeHHS

Ha Her
O L 1. [TannenTs! B Bo3pacte 0o 18 ner
B B Z8 [MoaTBepKneHHBIH AHArHO3 BPOXICHHOH aHOMANHMH Pa3BHTHA NOYEK M MOYEBBIX

nyTed (My3bIpHO-MOYETOYHHKOBREIH DEQIIOKC, THAPOHe(pO3, Merayperep, MONHKHCTO3 MOYEK,
THIOIUIA3HA NOYEK, anna3us MOYKH, MyJIbTHKHCTO3 NOYKH H Ip.)
U U 3. OTpunaTenbHEI TecT Ha OepeMeHHOCTh (B ClydasdX, rie OH YMECTEH, M Y BCex
JieByllleK cTapiie 14 ner); mauueHTaM, cOCOOHBIM HMeETh Nereil, OYAeT PeKOMEHIOBAHO MCIOJb30BaTh
IpHeMJIeMble BapbepHEIe METOABI KOHTpaLleNIIHH.



BHU3HUT 1I/CKPHHHHI'

PykoBoauTe/b Ne manmenra

Harta pusura: _ - S Jata poxaeHusa: - -

KpuTepuH HeBKIIOYEHHS:

Jla  Her

[] [] 1. Jio6bie conyTcTRYIOWKE 3a6016BaHHS HITH OTJIHYHbIE OT HOPMBI TabopaTopHbie
noKasaTesH, KOTOPbIE MOTYT NMOB/HATh HA Y4acTHE NALIHEHTA B KJIMHHYECKOit anpobaluuu cornacHo
KIHHUYECKO# OLEHKe Bpaua, M000e W3 NPOTHBOMOKA3ZaHHH, NMEPEUHCNEHHLIX B MHCTPYKUHH 110
TIPUMEHEHHIO, 3aCTOHHAS cCeplevHas HeJOCTATOMHOCTb, HMMYHOAe(HLHTHBIE COCTOAHHS.

H O 2. Tekyuiee HHpekUHOHHOE 3a60MeBaHUE HITH HEOOXOAMMOCTE BaKLIHHALIMH JKHBO
ATTEHYHPOBAHHOM BAKLMHOMK.

D D 3. OCTpa.Sl HAH XPOHHYCCKAS NMOYCYHAsE HCAOCTATOYHOCTE

KPHTEPHH HCKNIOYEHHS MAHEHTA H3 KAHHHYeCKoi aﬂpoﬁaunn:

Ha  Hert

I:l D 1. COl.lHaJ'leble NpHYHHLI HJIH HHBIE TIDHYHHBI, KOTOPLIE MOIYT NPENATCTEORATE NMPOBECJICHUIO
PETYNAPHBIX MEOHLIMHCKHX O0CAEeN0BaHHIA.

O [] 2. Hexenanue nanueHTa WA €ro poautencii (€ro 3aKOHHBIX TNpPEACTABMTENEH) BBLIMOIHATH

peKOMeHAalHH Bpava.



BHU3HUT 1/CKPUHUHI

Pykorogurenn

Hara Buzura: -

Ne paumenTta

Hara poxaennsa: - =

OcHoBHbIE NOKA3ATEIH JKU3HEAESATENbHOCTH OpraHuimMa:

Bec , kr
Pocr, O oM
ApTepHanbHoe AaBneHue (cuas)  /

Yacrora ceplieuHbIX COKpalleHuH (cuas)
Temneparypa tena _

,_°C

YyacToTa AbIXaHHA _ / MHH

Ouenka comyTeTBYIOIIel MaTOIOrHH

_ /MuH

V nauumeHTa yCTaHOBIEHO OJHO U3 HHXe nepeuncieHHbx 3abonesanuii? [ | Her [ Ja

Cucrema

JAunartHos

CocToaHue

Her

JakoHunnoce

Tekywee zaboneranue

KOHTPOJIHpYeMOe

OdransMonorudeckas

YBeHuT

0

Hpur

]

Hpuaouuknur

KOHBIOKTHBHT

JIOP-opraHos

He#ipocencopHas
TYrOyXocTb

OtHT

Camxenue ciyxa
(rnyxora)

CeppeuHo-cocyaucTas

bone B cepaue

AptepHanbHas
rMNEePTOHHA

OO OO OoooOc

CepaeuHas
HENOCTATOUHOCTh

m
[

AKTHBHOEC

3aGoneBanue
KOpPOHApHOMH apTepHH

Hudapkt Mmuokapaa

Ilepudepuyeckue oTeku

IepebpanbHas HLIEMHSA

I'inepaunuaemus

Llym cepana

3aGoneBanue KnanaHa
cepiua

PecniupaTtopHas

AcTMa

Ddubpos nerxkux

Kenynouno-
KHILIEYHan

Kposoteuenue u3
BEPXHHX OTAEN0B
HKENYAOHHO-KHLIEYHOT O
TPaKTa

OO0 OgoOooOoOgoocg O

OoOo0go goDOoOoOoocoOo o O OO g agoogoo

H3Ba xenynka, 12-
NEPCTHOH KHLIKH

OO OoOoocoOo o O OO Ooog Qoo

OooOo0o OoOoooo o O OO OO OoOoO;d




BocnanurensHoe
3aboneBaHHe KHILCYHHKA

KenyaouHO-KHIueHas
HENepeHOCHMOCTb
HECTEPOHIHBIX
NPOTHBOBOCMAIHTENLHEIX
CpeacTs

Cucrema
KPOBETBOPEHHS

AHemHA

IMouku

I'ematypus

IlpoTtennypms

IMoueuHas
He1O0CTaTOYHOCTh

MouekameHHas 60Je3Hb

CkeneTHo-MplHIeYHAsA

OcTteonopos

DHAOKPHHHas

Caxapnbiii nuaber

["'Mnotupeos

HepsHas cHcTemMa

Cyaoporu

Tapanuuu

AMaBpo3 (nonHas
clenora)

DHuedanomMHenurt

MeHUHTHT

Duuedanut

OTcraBaHHe B
MCHXHYECKOM
pPa3BHTHH

OO0O0O gOoOooocodg OO o

O0OOjN0O OooOo oo OO0 O

OO0 Oooooogoogoo Oooco o

O0O0Oo0 goOooOooOOoc Oooc O




BHU3UT 1/CKPHHHHI'

PykoBoguTtens

Jata Bu3zuTa: - -

Hara poxaenns: = -

Ne maiiuenTa o

Anamues 3aboneBanus

Jlata mocTaHOBKH AMarHo3a XpoHHdeckas Oonesns moukd __/__  (Mecsu/ron)
pyrue auaruossl

1. o Jara nuarwoza  /  (Mecaw/ron)
2. Hara nmarnosa __ / _ (Mecaw/ron)
3. HNaramuarwoza  /  (Mecaw/ron)
4, HMatanwarwosa __ / _ (Mecsw/ron)

BH3HUT 1/CKPHHUHYI

h

PyxoBoaurenn

Hara pusuta: - -

Hata poxaenus: - &

No maumenra

Hara obcnenopanus: - -

JlabGopaTopHblie MOKa3aTeNn:

Hata obcieqoBanna: - -

IlpoBeneHsr: [J Aa [ Her

Kucnorno-menounoe PesyapTar Eaunnusl Hopmei Onenka
COCTOSTHHE KPOBH H3MepeHHus:

pH 7.35-17,45 HOpMa

BE MMONb/N -2-2

HCO3- MMOJTB/N 20-23

K MMONb/N 3,5-5,5

Na MMON B/ 136 - 146




Temaronorus PesyabTar Enanuuni Hopmsl Ouenka

H3MepeHHs

I'emoraobHH r/n 120,0-145,0

Yueno 3pHTPOLHTOB 10'%/n 4,00-5,20

Yucno ACHKOLMTOB 10°/n 5,60-8,70

Yucno HefiTpodunos % 43-65

Yucno nuMQpoUMTOR % 31-53

Yucno MOHOUMTOB % 4-8

Yncno Gasopunor % 0-1

Yucno s03uHodHNOB % 1-5

Yucno tpombounTos 10°/n 150-450

CkopocTb ocenaHHg MM/ 1-15 (aeBouku)

3PHUTPOLIMTOB 1-10 (Manbumku)

Kaunudeckasn PesyabTar EnnHHIBI Hopmbl Ouenka

OnoxumMus H3MepenHs

MoueeHnHa MMOJIB/N 1,8-6,4

KpeatHHuH MKMONB/ 27-62

O0wmii GunnpyouH MKMOJb/N 3,7-20,5

AT En/n 5-40

ACT En/n 5-42

AHaIH3 MOYH Pesyaerar Ennnnuns Hopmbl Onenka
H3MepeHHS

PH 1000-1030

Benok r/n 0,00-0,03

OpHUTPOLMTHI, KNETOK/MKJ1 0-5

JleitxouuTsl KJIETOK/ MKJI 0-5

I'mioko3za MOJB/N 0

MuKpockonHyeckoe

MCCIIEAOBAHME

Hedpocunnturpadpusa | IlpaBas mouxa Jlepan nmouka

CcTaTH4YeCKasn

PasMepbl noveK MM




Pacnpesenenne
npenapara

Huagerc
HHTETPaJLHOro
3axBaTa

MOJIEKy.J'alHO-l"EHQTH‘IECKHﬁ AHAJIH3 KPpOBH:

X0 -KI'

IKI

Koncym;"raunu CITEITHAJHCTOB

¥Y3HU Iloyek H MOYEBOTO NY3LIPA

¥Y3H opranos OproumHoi Mo0cTH




BU3HUT 1/CKPUHHHT

PykoBogurean

Hara pusura: - -

Ne nanenta

Jata poxnenud: - =

IIpe)mleCTBymman Tepannd

(MHH)

TlauneHT NPHHHMAET:
1. Jpyrue npenapartel B TEYEHHE NOCNEAHHX 4 HeReb.
2. HapkoTHYeckHe aHANLIeTHKH

Texkyman Tepanua (conMyTcTBYIOIas Tepanus)

MHH

Havano Konen
{mecau / rom) (mecsau / ron)
S _____
o
I
o ______
Y
S _____
S
S ______
S
S ______
Ja HeT
na HET
Pazogas noza WUnTepran

__ mI/kr/B neHB
___Mr/xr/ B IeHB

_ __ MI/KI/B HeZemo

10



COTI'IACHE
Ha onyONHKOBaHHE MPOTOKOJA KIHHHYECKOH anpobauunn
Ha odpunuansHoM caiite MuHHcTepcTBa 3ApaBooxpanenns Poccniickoii
®enepaunu B cetH «AurepHeT»

r. Mocksa « » 2018 1.

denepanbHOe rocyapcTBEHHOE aBTOHOMHOE yupexaeHHe '"HauuoHansHbINR
MeMIIMHCKHN HCCIeNOBaTeIbCKUH LEHTp 340poBhA  AeTeH" MunMcTepcTBa
sapaBooxpanenus Poccuiickoii ®enepaiun (PI'AY "HMMWL] 3n0poBba pereit”
Munzgpaa Poccuyn) B nuue aupekrtopa, axagemMuka PAH A.A.bapanosa,

JIEUCTBYIOLLEro Ha OCHOBAaHUH Y CTaBa:

HaeT cBoe cornacue Ha onyOJIHKOBaHHE MPOTOKOJa KIMHUYECKOH anpobariu
Ha o¢puuuankHOM calite MuHuctepeTBa 3npaBooxpaHeHus —Poccuiickoit
©®enepauyu B cetn «MHTepHeT» non HasBaHHeM «HoBBIM anropuT™M BeaeHHA
AeTed ¢ H30IHPOBAHHBIMH M COYETAHHBEIMH BPOKICHHBIMH aHOMAIHAMHU Pa3BHTHA
MOYEK M MOYEBBIBOAAIIMX IYyTE€H, BIIIOYAIOLIMH IeHeTHUeCKoe oOcienoBaHuHe
METOAOM CEKBEHHPOBaHUs HOBOI'O NIOKOJIEHUS.

1. Hacrosmee CornalieHue pacnpocTpassieTcss Ha TekcT [IpoTokona u
CONPOBOAMTENBHEIE AOKYMEHTHI, BKIto4asa JaHHoe CornameHue.

2. Hactosiiiee CornmameHue BCTYNAET B CHUAY C OAThl €ro MOANMCAHHS
obeumu CTOpOHaMH H }leﬁCTByeT A0 MOMCHTa OT3blBa 3aHHTEPECOBaAHHBIMH

CTOpPOHaMH.

-

s -
Hoird..

Hupexrop S U fee €4 A.A.bapaHoB




