PYKOBOACTBO noJib3oBatens

O cucreme NenAn3C

SkcnepTHasa cuctema MeH/An3C no noaaepKe NPUHATUA BpauebHbIX PeLLeHnii Mpu TM30COMHBbIX
6onesHax HakonneHusa. Cuctema accucTmpyet Bpady Npu anddepeHLmanbHol AnarHocTuke Ha
AonabopaTopHOM 3Tane No GeHOTUNNYECKUM NPOABAEHMAM NauueHTa. CucTeMa OpUeHTpOBaHa
Ha paboTy ¢ nauneHTamy B BO3pacTe C pPOX/AeHUs 40 BOCEMHaALaTK NeT.

PesynbTatom paboTbl cUCTEMbI ABAAETCA PAA MMNOTE3, KOTOPble COOTBETCTBYHOT
npeABapuTenbHbIM AonabopaTopHbiM AnarHosam. MonyyeHHbl AnddepeHumanbHo-
AVarHoCTUYeCKWiA paj CONPOBOXAAeTCA 06 bACHEHNAMM.

BBeAéHHbIe AaHHble NaLMeHTOB He COXPaHAKTCA B cUCTEMe.

Cucrema pabotaet ¢ 06e31M4eHHbIMY AaHHbIMU NaLVeHTOB, ANA Yero NpeAycMOTPeHo none

BBOJA WAeHTUdMKaTOpa NauneHTa (M3 MegULMHCKON MHGOPMALIMOHHOW CUCTeMbl Uan Noboro
MHOTO NMOHATHOrO TONBLKO Bpauyy kogudukatopa).

BHeceHMe AaHHbIX NalneHTa

Fenin3C Tnaskan Py bdep KoWraxTei

AVODEPEHUMANBHAR - ANATHOCTMKA - HACNIEACTBEHHbIX 3ABONEBAHWIA

JkcneprHas cuctema FenmnaC
AnddepeHynanbHan gnarHocTmka
NM30CcOMHbIX 6one3Hell HakonaeHns

Ha AOIIaGOpaTOpHOM JTane

o

[Ons nepexopa Kk AnddepeHLanbHo ANarHOCTUKE HaXMWUTe Ha TaBHOM CTPaHULLe KHOMKY
«[lndanarHocTvka» NAn NeperanTe Ha 3Ty CTpaHULY, HaXas Ha CCbiKy «AudpdepeHumnanbHas
AWarHocTuKa» B NPaBOM BEPXHEM YTy CTPaHULbI.



lFenin3C

Thaswan  PyxoBOACTEO ANdOEPeHUMANLHAR ANAHOCTIKA  KOHTaKTSI

AvddepeHymnanbHaa gnarHocTuka

Waentnduxarop naumenta: ID###

YkaxuTe aaTy poxaenms: 01.01.2020 &
Yxaxwre aaty ocmotpa: 01.09.2024 8

Myxckoi non ad

* OCcoBEeHHOCTU TeNIOCNONEHNA U pocTa
3apepxxa pocta O
Koporxas wen @
* Jlnuo » mo3rosoi yepen
Mozrosoii uepen
Makpouedanus O
Cxagouegpanma O
Nuuo
Ipy6ie ueptsi nmua O
ly6bi1, nonocrs pra, 3y6bl, A3bIK, He6o
Makpornoccus O
WWmpoko paccTasnennsie 3y6e O
* Koxxa u npuaarkm Koxm
Tneprpuxos O
Yronwennas koxa O

.
P "

[Ans nposeaenus cuctemoit MeHAn3C andpepeHumanbHOM ANAarHOCTUKYM HEOBXOAMMO 3anONHUTD
MHPOPMaLMIO O NaLuneHTe:

® NAEHTUPUKATOP U3 MEAVLIMHCKOW MHPOPMALIMOHHOM cucTeMbI
® faTy POXAEHUA nauveHTa

® faTy ocMoTpa

* non

[laHHas nHpopmaLms aBaseTcs obasaTenbHON ANA 3aMoNHeHuUs. PasHuLa MexXay AaToii
POXAEHWSA W AaTO OCMOTPa He A0/IXHa NpeBbilwaTh 18 ner.

Mocne 310ro HEOBXOAMMO BbIGpaTh NPU3HAKK, KOTOPble Bbl OBHaPYXXeHb! y NaLlueHTa npu
0CMOTpe 1 NO pesynbTaTaM NPOBEAEHHbIX MCCNeA0BaHUIA. MPU3HaKK, NCNO/b3yeMble B CUCTeMe
FeHAun3C opraHV30BaHbI MO CUCTEMaM OpraH13Ma, B COOTBETCTBUW C MPOTOKONOM 06LLero
0CMOTpa nauyeHTa.

Cycrasbi
TYronoABMXHOCTS KpynHbix cyctasos @

* MbilweyHas cucrema (OUIYLHESIe CKOBIMNOCTH I CYCTAE WA CHRIXAX 1D MOTIMTKE NOWESESATE. CO BPEMEHEN NEPEIOANT 8 OPINMUENHE NACCHBNOID AMANSIHS

Amxeswi 8 CyCTaBe. B AATMHERLIEM NPENATCTRYET AREENNIO COOTRETCTRYIOUIEA VAT TEA3. BEAIOUaET TEpMAN “KOHTPATYDM KpYTIHMX CYCTaBoR"
P

Okono NPU3HaKOB pacnonoXeHbl CUMBO/bl
BCNAblBaroUWaa noackaska.

, NpU HaBeAeHUU Kypcopa Ha KOTOopble NoaBafeTca



Kunesuanan rpyaxan knerka O
Mo3zsoHOUHMK
Kugocxonmos O
MNoscHnuHbIA runepaopaocs O
* HepsHan cucrema
3asiepxKa NCUXUHECKOTO Pa3BuTA / YMcTBeHHas otcranocts O
Cyaoporu O
funeppednexcun O
Femunnerua/rerpanapes O
* OpraHbl cnyxa
CrHinkenue cayxa O
* OpraHbl 3peHua
MomyTHenune porosuusl O
Petuxonatus O
Chixenme 3pennn ©
"BuiwHeBan koctouka” Ha cervarke )

* Ci

PA
Kapavonatus ©

* MeueHs
Tenatomeranus ©

* Cenesénka
Cnnexowmeranna O

* Tpbbku
Tpbixn O

Mo OKOHYaHUM BBOAA NMPU3HAKOB HEOBXOAMMO HaxaTb Ha KHOMKY «3anycTuTb
AnddepeHLManbHyto AMarHoCTUKY», PaCroNOXEHHYH BHU3Y CTpaHMULIb.

Ecnm obsazaTenbHble Nons He 6b11M 3aNoAHEHbI JOMKHBIM 0Bpa3oM, To NoABUTCA cooblyeHne 06
olwmbke.

Mocne HaxaTtuna Ha KHonky “3anycTutb AnddepeHLmanbHyro gnarHocTuky” Bol byaete
repeHanpaseHbl Ha CTpaHuULLy C pe3yabTaTaMu paboTbl cUCTEMbI.



Pesynbrat andpdepeHumanbHON ANarHOCTUKN

lFenin3C naswan Kowrarsi

Pe3ynbtatbl AnddepeHuManbHOM ANarHocTMKm

Undpopmauyma o naymnente
Waextndukarop naumenta: ID###

Mon: Myxckoit

Bo3pacr: 4 net 8 mecaues

MAara ocmorpa: 01.09.2024

AMaI’HOCTM'-IECKVIe rmnoTesbl U NPpU3HakKun

Myxononucaxapugos
Pl e T o e o]
po st Typnep-eiie) Typnep) P
dopma
3apepxxa pocra v v v v v
Koporkas wesn 4 v & & 4
Makpoyedanun &, v 7 7 v
Yronuennan v v v v v
Koxa
Kudockonmos v v v v v
MuoxecTBeHHbIA v v v v v
Aw3ocTo3
MomyTHenne v v v v -
porosuus!
3apepxxa v v v v v
ncuxuueckoro
passuTua /
YmcrsenHan
orcranocTs
Fenaromeranua v v o v v
Cnnenomeranua v v v v v
Mpukn v v v v v
Kapawonarua v v v v v

Ha cTpaHuue ¢ pesynbTatamu paboTbl CUCTEMbI Ay6ANPYeTCs aHKeTHas YacTb BHECEHHOM
MHPOpMaLWK O NaLueHTe.

[anee pacnonoxeHa Tabavua, B NepBoM CTo/BLE KOTOPOI NepeyncaeHbl ykasaHHble y nauueHTa
Npu13HakuW. B octanbHbIX cTON6LAX NpeAcTaBaeHbl AMarHoCcTUYeckme runoTesbl No Mepe
yMeHbLUEHWS YBEPEHHOCTU CUCTEMbI. Ha NepeceyeHnn MpU3HakoB v rMnoTes CUMBOA «v'»
03HauaerT, uTo NpW3HaK XxapakTepeH Ans 3a60/1eBaHNs, a CUMBON «—>» - YTO MPU3HAK He
XapakTepeH.



O6bacHeHue runores

M0 NPeACTABACHHLIM KNHHMUECKINM ASHHBIM HAMGOAEE BEPORTHLIM AMATHO3OM RBARETCA:

Myxononucaxapuaos VI Tana (Maporo-/lamu) 6LICTPO NpOrpeccpylOuMii. /iario3 OBACKRETCH Tew, 1O Y NaLiMenTa ects npuaHaky: KOpoTKas wes,
i_Awa0cros, G [puxis. Taxxe naument wweer npuHaKy, fawwyio runoTesy. 3aAepKK ROCTA Koxa,
oropuuy. 3aagpxxa RaaRiTva / YuCTBRNNAA QTCTANOCTS, B CIY4a0 HAZMUKA Y MBLAGHTA CIGAYIOLIK HEOTMEEHNbX PHIKAKOS, BEPOATHOCT

Avariosa MINC VI 6/n MOXer NoBsicHTCR: CHitkenie CIyxa.
HaKanuBaembii cy6CTpaT: ACpMaTaHCy MebaT

Bednumt depmenta: N-aueTunranakiosamuH-4-cynbdarasa
Myraumn 8 rewe: ARSS

Noxanusauun rewa: 514 1

Kog OMIM: #253200

Kop MK6-10: £76.2

Kpowe roro, i pra BkmouaeT runovese:

Myxononucaxapuaos IV Tna A (cunapom Mopiio A) GICTPO Nporpeceupylolywii. [ario3 OGBACHAETCR TeM, UTO y NAUMEHTa ECTh AMATHOCTHUECKH-SHaUMMIE NPHINAKW 33A80XKa pOcTa, KOporkas
wen A0CIO. ROrosULY_ [Dpx, Takke nausent meer npuIHaKH fawwyio runotesy: Maxpouedans, Yioauentan
xoxa_3oneoxxa RaAMIVA / YyCTBeHKAR QICTANOCTY, < B CAYNAE HATMUMA Y NIBLIMENTA CIAYIOUIVX HEOTMEHEHNBIX NIPHINAKOB, BEPOATHOCTE
aviarosa MIIC IVA 6/n voxer [iybie uepThl Ana. [ i Chixerue 1yia

Haxan/msaemuiii cy6Tpar: kepatancynbdar
Rednunr bepmenta: ranakTosaH-6-cybdatasa
MyTauyun 8 rene: GALNS

Noxanusaumn rema: 16q24/3

Ko OMIM: #253000

Ko MKB-10: £76.2

Myxononucaxapuaos | Tna HS (cumapom ypnep-lieiie) [lnaruos o6bACKAETCR Ten, 410 y Naumenta ecrs npuaHaKy 0AE0XKA DOCTa, Aua0c103,
ROOBMUY, [« Takxe NauuesT umeer npHIMaKK, Aaumyio runotesy: KogoTkan wes, XOXa.
Janepxea paaaris / Vuctaersan o1cranocts, [Ruky B Cryuae HARWIR Y NALMENT CARAYIOWIMK HEOTMEUSHHIX IPHINAKOS, BEPOATHOCTS AUaHo3a MINC IH/S

MOXET NOBHICHTECA: CHipK@HAe CIVXA

"
Redwuur depmenta: ansda-L-nayponnaaia
Myrauus 8 rewe: IDUA

Noxanusaumn rewa: 4p16.3

Ko OMIM: #607015

Ko MKB-10: £76.0

Myxononucaxapuaos | Tna H (cunapom Fypnep). [Iaro3 OBBACHAETCA TEM, UTO y NALIMENTa ECTh AMATHOCTHUECKA-HANMMbIE Np3HaxH: JA8QXKA ROCTA, KOROTKAR Wes MHOXeCTRe N AMIOCTOS,
ROroBiIL,_32M8RXKD. QABATUA / YWCIREHMIA_OICTANGCTY. 1< i Takxe NaUMENT WMEET BTODOCTENEHNbIE NPUIHAKK,
RanHyo rnoTesy: xoxa, B Cyuae HAMUMA Y NBLMEHTa CARRYIOWIMX HEOTMENHHSIX DUSHAKOB, BEPORTHOCTS AWarHo3a MIIC IH Moxer

nosbicMTeCA: MAKROUIOCCHA. Clunxenne CIVA.

P "
Redmuur Gepmenta: nsoa-L-nayponnzaia
Myrauun s rewe: IDUA

Noxanusaus rewa: 4p16.3

Ko OMIM: #607014

Ko MKB-10: £76.0

Myxononmcaxapuaos Il Tuna (6onesw Xautepa) Tawenan dopma [ario3 OGBACKAETCR TeM, UTO Y MAUMEHTA eCTh AMATHOCTUECKM-IHaWAMME NpWaMaKW: 39AepXca pocTa,_Koporaas wes,

xoxa. A30CI03._33A8RX0A paxgaivs | Yuceewas Qrcranocts. C [P Takxe naument weer
B - AaHHyo runoTesy. OBpaLiaem BHMMANWe, 4TO y NI3LIMENTa PACYTCTBYIOT NIDHIHAKK, KOTOPbI@ He NCNOABIYIOTCA CHTEMOR AR
Aawworo (o e rwnorese): ROIOBAUL B CTYUaE HATMUNA Y NALMNT CIEAYIOWIAX HEOTENENNbX NPAIHAKDS, BEPORTHOCTH AYATHO3A

MIIC 11 1/ o noewicuTscA: BOROKKOOB0A3MAR [RYAHAA KAETKA
Reduumt pepmenta: ayponar-2-cynboatasa

Myrauus 8 rewe: IS

Noxanusauun rewa: Xq28

Ko OMIM: #309900

Ko MKB-10: £76.1

Moa Tabauueli pacnonoxeHo NogpobHoe o6bACHeHWe AN KaXAoW rMnoTesbl, KoTopoe
BK/IHOYAET:

anIBHaKI/I nauuneHTa, noATeepXxajatolime runoresy:
® AMarHoOCTUYeCckn-3Hauyumble NpuUsHakn — NpoaBaeHna 3aboneBaHus, KOTOpble B BbICOKOW

CTeneHn XapakTepHbl 414 rmnoTes3bl
® BTOpOCTerneHHble NpuU3Haku — npoasaeHna 3aboneBaHus, KOTOpble MOryT BCTpeYaTbCA,
HO He ABAAKTCA CneLqu)MHHbIMI/I ANa rmnoTesbl
" pejkue NpusHakn — NnpoasBaeHns 3aboneBaHms, KOTOpble ONncCaHbl INWb B HEKOTOPbIX
AnTepaTypHbIX NCTOYHUKAX Ha ypoBHe cnyqaﬁHoﬁ HaxoAKW Ana runotesbl
@ an3HaKVl nauneHTa, He NoATBepXAaroLine, HO U He OoTBeprarouiue runortesy — npoaBaeHnsa
3aboneBaHus, OTCYTCTBYHOLME B 3Ta/IOHHbIX ONMUCaHUAX 3aboneBaHNs CUCTEMDI; MoryT
ABNIATLCA VIHAVIBVIAyaIIbHOI‘/'I 0COBEeHHOCTbIO NauueHTa uam XapakTepnsoBaTtb HETUMNNYHOCTb
KNMHNYECKOro cay4vasa uaun 6bITb nposasaeHnem COI'IyTCTBy}OLLlQI?I 6onesHn
@ anI3HaKVI, KOTOpble He 6bIIN OTMEYEHbI Yy nauueHTa, HO UX Haaundme Morno 6bl NOBLICUTb
YBepeHHOCTb B ZlaHHOW runotese

Kaxaas runotesa conpoBoXjaeTca CnpaBoYHOW UHPOpMaLen, KoTopas BKAOYaeT:

* HakanauBaemblii cybcTpat

* [lepuunt pepmeHTa

® [€eH, B KOTOPOM Mpou3oLuaa MyTauums
* Jlokanusauus reHa

¢ Kog OMIM

* Koa MKB-10



aamworo (o e i rnorese): IOMVIHEN#E ROTOBAULL B CAYUDE HATMAMR Y NALMENTS CAAYIOLIAX HEOTMENEHNbX NIDHIHAKOS, BEPORTHOCTS AMATHO3A

MINC 1l 7/ MoxeT noamicuTcs: BORouKo060X3AY (QYANAE KreTKD

cybcrpar: "
RehuupT depMenta: WaypONIT-2-CYIBATa
MyTauun 8 rewe: IDS
Nokanusaumn rewa: Xq28
Kop OMIM: #309900
Ko MKB-10: £76 1

Pesynbtat AnddepeHLnanbHON AMarHOCTUKN MOXET BbiTb COXPaHEH Ha KOMMNblOTep B BUAE
daiina c pacwmpenvem *.pdf. lna 3Toro HeobxoAMMO HaxaTb Ha KHOMKY «COXpaHWTb pesynbTaT B
PDF», pacnonoxeHHyt BHWU3Y CTpaHWLbI.




