UHCTPYMEHTbl paHHEe ANarHoCTUKU HOBOPOXKAEHHbDIX C
nepuHaTasibHbIMU PUCKaMM.

KaK 3anopo3putb usnedynmsoie macku AU B nepuope
HOBOPOXAEHHOCTH?

Mamaesa E.A., Bpay-HeBposior

®drey «HMUL um. B.A. Anmasosa» MP

CaHnkKT-lNeTepbypr
2026



Bo3moXHOCTU paHHeU (po 6 mecAaueB) anarHoctukm AN y HOBOPOXKAEHHDbIX C
nepuHaTanbHbIMU PUCKaAMU

OueHKa reHepann3oBaHHbIX ABMXKEHUN nNo meToay X. MpexTtna (4yBcTBUTENBHOCTL 98%).

LLIkana HEBPOIOrMYECKOro OCMOTPA MaaseHLeB / HOBOpPOXAeHHbIX XammepcmuT = HINE / HNNIE
(uyscTBUTENBbHOCTL 90%).

HeoHaTanbHas MPT ronoBHoro mosra (4yBCcTBUTENbHOCTb 86-89%).

AHanun3 reHepann30BaHHbIX LLikana XammepcmuT + MPT M
ABuxKeHu + MPT TM

@ @

TouyHOCTb AMarHosa > 95% TouyHOCTb AMarHosa > 90%

KnoukoBa O.A., KypeHkos A.Jl. botynanHoTepanma npu 4eTCKOM
uepebpasibHOM Napanmye: NPpakTMYeCcKne CoBeTbl U
YNbTPa3BYKOBOM KOHTpoAb. M.: MEAnpecc-uHpopm, 2022



leHepanusoBaHHble aABuxKeHua (GMs)

Bnepsble BbIABAAIOT Y N10Aa Ha 8 Heaene rectauum

BapuabenbHble «KpynHble» ABUMKEHUA, BOBAEKatoLWMe Bce Teno (KOHeYHOCTH, Wweto, TyNoBuLLe),
NJIUTENbHOCTbIO OT HECKONbKUX CEKYH/, 0 HECKOJIbKUX MUHYT

LleneHanpasnieHHble

ABUXKEHUA
Fidgety
GMs = «ep3aHbe»

WRITHING GM’S = «KOPYEHbE»:
N / natonornyeckmin natrepH

MocTMeHCTpYyanbHbI BO3pacT, Heaenu

0 5 10 15 20 25 30 35 40 45 50 55 60 65 70
l 5 10 15 20 25 30

BospacT B HeAensax y AoHOWeHHOro pebeHka




AHomanbHble WHRITING GMs

POOR repertoire (PR) — 6eaHbIn UK N10X0M penepTyap — MOHOTOHHbIE ABMXKEHUA, TEPAIOT NPU3HAKNU
«KOMMIEKCHOCTM»

Cramped-Synchronized (CS) — cya0p0XHO-CUHXPOHU3NPOBAHHbIE ABUXKEHUA.
PurnaHble ABUMKEHUSA C NOTEPEN NNABHOCTU, MbiLLLLbl KOHEYHOCTEN M TY/I0BULLLA COKPALLLAKOTCA U
paccnabnarTca ogHOBPEMEHHO.

Chaotic (Ch) — aBmnkeHunAa Bcex KOHeYHocTer 60NbLWON aMNANTYAbl B PA3/INYHbIX HANPaBAEHUAX, PE3KUNE
N BHE3arHble

Mpu npeobnaganum CS GMs — paHHMIA mapKep passutua OLMN.

YyscTBUTENBHOCTb BUAeo3anncn GMS — 100%, a cneyndpumyHoctb CS - o1 92,5 ao 100%



HNNE (HeoHaTanbHas)

CTaHAapTM30BaHHAA HEBPOOrMYeCcKas WKana ANisa JOHOLWEHHbIX M HEAOHOLEeHHbIX AeTen oT

MOMeHTa poxaeHua no 1,5(2) mecaues

Bkatouyaet 6 cybwikan — 34 nyHKra:

MbIlIEYHbIN TOHYC M N03a
[lBuratenbHble NATTepPHbI
Pednekcol

CnoHTaHHblEe ABUKEHUA
MaTtonornyeckme 3Haku (YMH)
[loBegeHue

https://www.mackeith.co.uk/product/hammersmith-
neurological-examinations-annual-subscription/



Short HNNE proforma for newborn term infants and preterm infants at term equivalent age
https://www.mackeith.co.uk/hammersmith-neurological-examinations/

Warning signs

Warning signs

arms & legs extended or

legs slightly flexed

leg well-flexed but not

leg well flexed &

abnormal posture:

= very slightly flexed adducted adducted near a) opistotonus
% abdomen b) arm flexed, leg
= w extended
< For 25-27 weekers only @:‘
arms remain straight; arms flex slightly or arms flex well till arms flex at approx flexion of arms <100°:
7 | no resistance some resistance felt shoulder lifts, then 100° & mantained as | mantained when body lifts
o straighten shoulder lifts up
ot
2 Q.
- o
- .
22 | o~ dA @3
ZE <
legs straight - no knees flex slightly or knees flex well till knees flex and remain | knee flexion stays when
7z | resistance some resistance felt bottom lifts up flexed when bottom back+bottom up
= i t up : ik
: ! OX( el
Q -
rm D
ez | @l S @S
- -
no attempt to raise head infant tries: effort better raises head but drops raises head: remains
= felt than seen forward or back vertical; it may
2 wobble
(=N )
< Z
o
= 0 T
no attempt to raise head infant tries: effort better raises head but drops raises head: remains head remains upright or neck
- felt than seen forward or back vertical; it may extended; cannot be
2 i wobble passively flexed
=N
< Z
= O é
= QO

-2

For 25-29 weekers only




VENTRAL
SUSPENSI

ON

back curved, head & limbs
hang straight

Q&)

back curved, head V.,
limbs slightly flexed

@3

back slightly curved,
limbs flexed

back straight, head in
line with back , limbs
flexed

@y =

back straight, head above
line of body

©<,

SPONT.
(quality)

MOV.

only stretches

stretches and random
abrupt movements;
some smooth
movements

fluent movements
but monotonous

fluent alternating
movements of arms +
legs;

good variability

e cramped synchronised;

e mouthing

e jerky or other abnormal
movement

TRE
MOR

no tremor or tremor
only when crying

tremor only after Moro or
occasionally when awake

frequent tremors when
awake

continuous tremors

MORO RESPONSE

no response or opening of
hands only

full abduction at
shoulder and extension
of the arms;

no adduction

full abduction but only
delayed
or partial adduction

partial abduction at
shoulder and
extension of arms
followed by smooth
adduction

0.8

e no abduction or adduction
e only forward extension
of arms from the shoulders
e marked adduction only

does not follow/follows

follows horizontally

follows horizontally and

follows in a circle

o EE briefly to side but loses and vertically; vertically; turns head
< E - stimuli no head turn
-
2o
> O -
- Facial Palsy Abn Eye Sunset Sign Fisted hand(s) Clonus
% é a Movements
<0< Yes No Yes No Yes No Yes No Yes No

The central grey column report the spectrum of neurologic findings within the reference range (90%); the lateral columns include all
the warning signs to be considered. The last line “abnormal signs™ has to be circled as Yes or No for each sign.




HepoBusyanmnsaumsa

* HeunpocoHorpadua n MPT — oCHOBHble MeTOAbl MHCTPYMEHTA/IbHOIO NoATBEPXKAEHUA AgmnarHo3a AL.

MpenmyliecTBeHHOEe nopaxkeHue 6enoro BemeCT*aﬂBnﬂeTc;q npu QLM B 56% cnyyaes.
[laToNnorMa KOPKOBOro M NOAKOPKOBOro ceporo sewectsa — B8 18% cnay4yaes.

[MopOKM pa3BUTUA MO3ra — B 9%.

* Okono 20% naumnentos c AN He metoT HEMPOBU3YaNMN3aALMOHHbIX NATONOTMYECKUX HAXOO0K.

B 3TMX clydanx HEOBXOAMMO NPOAOKUTL ANArHOCTUUECKMI MOVCK ANA UCKIIOUYEHUA FreHeTUYECKOM
NaToNOrMM N HacNeACTBEHHbIX MeTabonnyeckunx 3a6sligizaHnii.

Novak I. et al. Early, Accurate Diagnosis and Early Intervention in Cerebral
Palsy: Advances in Diagnosis and Treatment. JAMA Pediatr.
2017;171(9):897-907.



Knaccnpunkauyma cTpyKTypHbIX HapyLIeHU!
npu AU

BpoxXaeHHble manbdopmaunmn: WnssHuedanna, NOAMMUKPOTUPUa, AnccaHuedpanmna u ap.
[ToBperKAEHMA CEPOro BELLECTBA: NOparkeHne 6a3anbHbIX raHIINEB, TaJlaMyca, KOPTUKANbHbIE
Aucnnaasum, atTpopuma Kopbl.

MoBpexaeHua 6enoro BelwecTBa: NEPUBEHTPUKYAAPHASA IEMKOMANALKUA, MYJbTUKUCTO3HAA

NIeMKomMmanaumsa.

Korzeniewski J. et al. Neuroimaging for cerebral
palsy: A systematic review.
J Child Neurol. 2008;23(2):216-27.



KnaccndpumKkauma CTpyKTypHbIX HapyweHui npyw QUM

BeHTpUKynOMeranma u apyrme aHomasimm TMKBOPOBbLIBOAALLEN CUCTEMbI

HEKﬂaCCM(I)VILI,VIDVEMbIe N apyrme HapyweHma: nopaKeHna mo3xKeydka, KUCTbl, Y4aCTKU
NOBbILLEHHOM NMAOTHOCTWN, Ka}'IbLI,VI(I)MKaLI,MFl, anO(I)MM YyepBA MO3XKEYKa.

Korzeniewski J. et al. Neuroimaging for cerebral
palsy: A systematic review.
J Child Neurol. 2008;23(2):216-27.



MporHocTnueckoe 3HayeHue MPT nsmeHeHuw

OTCVTCTBMe C"OCOGHOCTM K CoxpaHHaﬂ C"OCOGHOCTb K

CaMOCTOATEe/NIbHOM XoAabbe caMoCTOATeNbHOI xoabbe
bunatepanbHble NapeHXMMaTO3Hble KPOBOU3NUAHUA IV OAHOCTOPOHHME U3MEHEHUA (KPOBOU3AUAHUE NN
CTerneHun NepuHaTaNbHbIA ULLEMUYECKUIA UHCYbT)
bunatepanbHaA KNCTO3HAA NEePUBEHTPUKYIAPHAA HeKkncTto3Hasa nepuBeHTPUKYNAPHAA NEMKOMANALMS

nenkomanauma lll creneHu
YmepeHHOe nopakeHue

BpoXAeHHble NOPOKM pa3BUTUA MO3ra benoro Bewecrea

MopakeHue 6a3anbHbIX FAaHIINEB

Novak I. et al. Early, Accurate Diagnosis and Early Intervention in
Cerebral Palsy: Advances in Diagnosis and Treatment. JAMA
Pediatr. 2017;171(9):897-907



MPT ronoBHoro mosra (20 cyTKu KU3HHU).
Ds: T3 Il cT. no Knaccudpukauyum Sarnat and Sarnat

» B 9 mecAaueB anarHoctnposaH: ALI, cnactnyeckaa gunaerua.

[aHHble N3 INYHOro apxmea
cnukepa Mamaesoit E.A.



MPT ronosHoOro mosra

AreHe3una MO30AMCTOro Tena, Konbnouedanms n1eBoro 6OKOBOTO *Kenyaouka. NpusHakmM rmnoreHe3nm
MmeanobasanbHbIX OTAE/0B NPaBOM IOOHOW 40U C NPU3HAKAMM YH4ACTKOB NOJMMUKPOTMPUN U aHOMAIbHbIM
dopmmpoBaHuem 6opo3a u N3BUINH

» B 8 mecaues anarHoctnposaH: AL, cnactmyeckmi

remmnapes, | yposeHb GMFSC. [laHHbIE U3 IMYHOTO apXMBa

cnukepa Mamaesoit E.A.



NnccaHuedpanua DCX-accounmnpoBaHHan (cmMbc my»Kckoro nona)

AU, cnactmyeckmn tetpanapes, V ypoBeHb GMFSC.

=

JaHHble U3 IMYHOro apxuBa cnukepa Mamaeson E.A.



MporHocTnyeckan LeHHOCTb HeoHaTanbHOMU 23T

addl
G-

N3 + TepaneBTUYECKaA rMnoTepmuma => npu
OTCYTCTBUM BOCCTAaHOB/IEHUA LUKANYHOCTU bonee

96 4acoB => HEBPONOTNYECKUN AePnumT.

3apeprkKa popmuposaHna bIA y HeJOHOLWEHHbIX >

4 Hepenb B AMHAMUKE => HEBPOJIOTUYECKUI

aepnumnt

MHorokaHanbHbi 93-MOHUTOPUHT

8-

30/10TOM CTaHAAPT AMAarHOCTUKM HEOHATAIbHbIX

cygopor

Yuan X et al. Prognostic value of amplitude-integrated EEG in neonates with high
risk of neurological sequelae. Ann Clin Transl Neurol. 2020 Feb;7(2):210-218. doi:
10.1002/acn3.50989.



Knaccndpumkauma Anb Hakenb
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a. HopmanbHaa akTUBHOCTb
6. YmepeHHble OTKNOHEeHUS
B. TAXesble HapyweHua GOHOBOM aKTUBHOCTHU



HeoHaTanbHbIN MblLLUEYHbIW TMNEPTOHYC
* [laTtonormnyeckoe yBe/inyeHHoe conportmeieHne naCCUBHbIM ABUKEHUAM

*  3HauyMmmoe CHUXKeHUue nx obbrema

«lMnwoc» cmmnToMbl:

* ABTOHOMHAA an3perynauunA

CnacTnYyHoOCTb PurmgHocTb
* CKenetHble aHOMa/INUU
e JlapuHrocnasm (anHo3)
* [ucdarua
* Cypnoporu
AnctoHuna

Scher MS. Neonatal hypertonia: I. Classification and
structural-functional correlates. Pediatr
Neurol 2008; 39: 301-6.



vV ¥ ¥ ¥

Knaccndumkauma HeoHaTalbHOro MbiLLEYHOTO rMnepToHyca

LleHTpanbHbIM (LepebpanbHbin)

MNepudepnyeckmi

[MapoOKCcM3MabHbIN

Mepcuctnpytowmm

C pebrotom cpasy nocne poxaeHus

> 24 yacos nocse poXaeHuA

C ocTpblM Hayanom

[logocTpoe TeveHue

Hart AR, Sharma R, Rittey CD, Mordekar SR. Neonatal hypertonia - a diagnostic challenge. Dev Med
Child Neurol. 2015 Jul;57(7):600-610. doi: 10.1111/dmcn.12658. Epub 2014 Dec 12. PMID: 25495611.



3TUONOMMA HEOHATA/ZIbHOro Mbille4yHoro rTMNepToHyCa

«MaTepuHcKkue» ¢paKTopbl: HapKOTUYECKUE / NCUXOTPONHbIE NpenapaThbl, KCEPAEUYHbIN appPecT» y matepu,

rmnepnapaTMpeonamsm

AHTe/ uHTpaHaTaNbHble CTPYKTYPHO-06ycnoBaeHHble: 13, MHTpaKpaHWa/ibHble KPOBOU3NUAHMA, MEHUHTO3HUEPANNTbI U

ap.

[eHeTUYeCKU-accounnpoBaHHbIe:

*  JNedunuut monnbaeHosoro KopaKktopa / aeduumnT cynbPpuUTOKCHMAAa3bI

e «Jlona-3aBUCUMbIE» AUCTOHUW C AeOIOTOM B Nepnoae HOBOPOKAEHHOCTH
* HacneacTBeHHble TMNEPIKNIEKCUN

* CuHgpom Crisponi

* BRAT1 / GRIA4-accounmpoBaHHble 3HUedanonatTum

 Heauctpodpuueckne mmotoHnm (SCN4A) u ap.



Startle-cuHapombi/runepakcnneKkcus

Startle-pednekc — HecermeHTapHbIN PU3NONOTNYECKNI pedieKC CTBOIa FONIOBHOTO MO3ra, KOTOPbIN

HabnopaeTca y 340pO0BbIX II0AEN NOC/IE HEOXUAAHHOTO CTUMYAA.

)

AHOMaNbHbIN/3K3a1bTUPOBAHHbIN startle-pedpnekc — «startle-cuHapombi»:

[Mnepakcnaekcns: purnaHocTb (moctoaHHan/ npexoasailasn) + aK3anbTUPoBaHHbIe startle-pednekcsl.
CTMMyn-nHayumpoBaHHbie 3aboneBaHumA.

HepBHO-Ncuxmnatpmyeckme 3abonesanHus.

Saini AG, Pandey S. Hyperekplexia and other startle
syndromes. J Neurol Sci. 2020 Sep 15;416:117051. doi:
10.1016/j.jns.2020.117051. Epub 2020 Jul 20. PMID:
32721683.



'MnepaknaeKkcus

HAC/IELCTBEHHAS
STUOJIOTUS CUMMTOMATUYECKAS
B CTPYKTYPE ZIPYTUX FEHETUYECKUX 3ABOJIEBAHUM (Schwartz-Jampel

cuHapom, BRAT],
GRIA4-ACCOUNNPOBAHHbIE SHLEEGANONATUN L OP.)

GLRA1 (61-63%) — 1 Tun

THUIIBI [eHbl, BAMAOLWME Ha cneundunyeckue
o SLC6AS (25%) -3
HACJIEACTBEHHOMU (25%) i peuenTopbl rnumHa (GlyR):
'MITEPSKCITIJIEKCHUIA GLRB 12-14% - 2 Tun

ATADI1 — 4 Tun

Thomas RH et al. Genotype-phenotype correlations in hyperekplexia: apnoeas, learning
difficulties and speech delay. Brain. 2013.



KnnHunyeckasn KapPTUHa rmnepakniekKcnu

NEBIKOT: c poxkaeHusa / ¢ ynydlweHnemM KINHUYECKUX CUMITOMOB K 2 roaM }KU3HU

[TAXOBBIE / ITYIIOUYHBIE
['PBIKUA

3AJJEPKKA MOTOPHOI'O




KnnHunyeckasn KapPTUHA HaCl'Ie,qCTBEHHOﬁ rmnepaKniekcnum

Hmami F et al. Neonatal hyperekplexia with homozygous p.R392H mutation in GLRAL. Epileptic
Disord. 2014 Sep;16(3):354-7. doi: 10.1684/epd.2014.0663. PMID: 25036534.



MoaxoAabl K Tepanumn HacneacTBEHHOM rMNE3KNAeKCUM

INZINISIC)iConRIi B e RN IZ> KJIOHA3EIIAM: B no3e ot 0,01 10 0.1 Mr/kr/cyt
TUIIbI
[TUITEPOKCIUIEKCUA IV IZ>
TUII I[TEPAMITIAHEJI

Saini AG, Pandey S. Hyperekplexia and other startle syndromes. J Neurol
Sci. 2020 Sep 15;416:117051. doi: 10.1016/j.jns.2020.117051. Epub 2020
Jul 20. PMID: 32721683.



Hepgucrpodunueckaas mmotoHusa ¢ aebrotom B HeoHaTtasibHOM Bo3pacte (SCN4A)

KaHanonaTtua, accoumMmpoBaHHasa ¢ MyTauMeint B HaTPUEBbIX KaHa/laxX

= BpOXAeHHaA napammnoToHua = TAKE/bIN HEOHATAIbHbBIA 3MU30ANYECKUI NAPUHTOCMA3M

JTAPUHTOCMNA3M =>
peumManBupyroLLmne }KusHeyrpoxarmuwme
anHos + reHepasiIn30BaHHAA CKOBAHHOCTb C
6pagnKkapanen => runoToHUA, LiMaHo3,

CHU)KEHWE YPOBHA CO3HaHUA, Npody3Hoe

notootaesieHune

=)

HapacTaHue runeptpodpumm myckynaTtypbl (MbiLu,
KOHeyHocTeln) K 5 mecsauam
+

MWNOTOHNYECKWUE PEHOMEHDI
nocne 4-6 mecaues

Lion-Francois L, Mignot C et al. Severe neonatal episodic laryngospasm due
to de novo SCN4A mutations: a new treatable disorder. Neurology. 2010
Aug 17;75(7):641-5. doi: 10.1212/WNL.0b013e3181ed9e96. PMID:
20713951.



Tepanus

HESAMEOJ/IUTE/NIbHAA TEPANUA! A0 PE3Y/IbTATOB TEHETUMECKOIO TECTUPOBAHUA

ENTOKATOPAMUW HATPUEBbBIX KAHANOB: KAPBEAMASETMH - 10 mr/Kr/cyT



Neduunt Kopakropa monmnbéaeHa (MoCD)

KpanHe peakoe AP-3aboneBaHune, c 4eb0TOM B HEOHATA/IbBHOM NMepuoae, YacTo KUMUTUPYIOLLLEE »
M

3Tnonorua 3abonesBaHns: naToreHHble BapmnaHTtbl B reHax: GPHN, MOCS1, MOCS2, MOCS3 nnu
3HAUYUTENBbHOE CHUMXEHNE aKTUBHOCTU depMeHTa CyNbPUTOKCUOA3bI



KanHuyeckaa KapTuHa

OcTpana sHuedbanonaTus

dapmaKkope3nCTeHTHble HEOHATA/IbHblE CYAOPOrK, B T4 ANUNENTUYECKME CNA3MbI
BAanoe cocaHue, noTpebHOCTb B 30HAO0BOM NUTAHUN

[Mnepakniekcua

AnHO3

[lBuratenbHble HapyLleHua

MpnobpeTteHHaa mukpouedanmna

OdTanbmonormyeckme npoasaeHmsa (Hanpumep, SKTONMUA XPyCcTanunKa)



MPT ronoBHOro mosra: 27 CyTKU XU3Hu

Stence, N.V,, Coughlin, C.R., Fenton, L.Z. et al. Distinctive pattern of restricted
diffusion in a neonate with molybdenum cofactor deficiency. Pediatr Radiol 43,
882-885 (2013).



ToT »Ke pebeHOK B BOo3pacTe 5 mecaues




OcobeHHOCTU NnabopaTopHON AUATHOCTUKM

[MoBbIWEHHanA KOHLUEHTPaLUWA TaypmHa U CHUXKEHHAA KOHUEHTpaumMa UMCTUHA B aHaNU3e
aMMHOKMUCNOT Naa3mbl

CHUKeHMe obler KOHUEeHTPaLUUM roMoLMCTENHA B N1a3me

[MoBbIlWEHHbIE KOHUEHTPALMUN KCAHTUHA U TMMOKCAHTUHA NPU aHann3e NUPMMNANHOB
MOYMU

CHUXKEeHMe KOHLEeHTPaLMmM MOYEBOM KUCOTbI B N/1a3Me



Tepanua geduumnta Kopakropa monmbaeHa tuna A (MOCS1)

e ®docaeHonTepuH (NULIBRY) BBOAMTCA NyTEM exkeaHEBHOM BHYTPUBEHHOW MHDY3MK (Yepe3

BEHOMNOPT)

e [1na AOCTUXKEHMNA MAKCMMaNbHOTO TepaneBTUYecKoro adpdeKra Tepannto GocaeHONTEPUHOM

cneayeT HauyMHaTb KaK MOXKHO CKopee noc/ie NoABAeHUs CUMNTOMOB.
e [lneTta c orpaHM4eHnem UmucTenHa (HM3Kobenkosasa AmMeTa c orpaHMYeHneM HaTypanbHoOro 6enka)

* TuamuH 1,2 mr/cyTkn (HoBOpOXKAEHHbIe, MAageHubl) => AeTn 50 mr x 1 pas B CYTKM, NOAPOCTKU

100 mr B 1-2 npuema



bnaropapum 3a BHMMaHue!



